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NPEANCNOBUE

YuebHbIll Kypc «["eHeTuKa YenoBeka C 0CHOBaMU MeAMLNHCKON reHe-
TUKU» pa3paboTaH B COOTBETCTBUM C TPEOGOBAHUAMMW (efepasbHOro rocy-
[lapcTBeHHOro obpasosaTesnibHoro crtaHgapta (ProcC) k cogepxaHuo 1
YPOBHIO MOArOTOBKM BbIMYCKHMKA MO CNeLUaibHOCTAM «/ledebHOoe Lefo»,
«CECTPUHCKOE [efi0o», «aKyLlepcKoe eno».

MpefycMOTPeHHbIe faHHbIM CTaHAapTOM BOMPOCHI B y4ebHUKe pac-
npegeneHbl Mo pasfgenam crefyowuM o6pasoM: BO BBEAEHWUM OTpakeHa
KpaTkas McTopmyeckas CripaBKa O pasBUTUUN FeHETUKN KaK HayKu 1 npo-
6nembl, CTOALME Neped MeAULMHCKOW TeHEeTUKON, 3aTeM PacCMOTPEHbI
06LLKe BOMPOChI OCHOBHbLIX FEHETUYECKMX NPOLLECCOB B K/ETKe, 3aKOHO-
MepHOCTW HacnefoBaHWsA MpPU3HaKoB. Bofblias 4yacTb MaTepuana no-
CBALLEHA HacneiCTBeHHbIM 60/1e3HAM YenoBeka, MPUHLMNAM UX Kfac-
cuuMKaumm, a TakXKe BOMPOCaM AMarHOCTUKM U MPOUNAKTUKM
HacnefCTBEHHbIX 60ne3Hell. B npunoxeHun npmsefeHo nogpobHoe onu-
CaHWe COBPEMEHHbIX N1abopaTopPHbIX METOA0B; 0C060e BHMMaHWe yaene-
HO COBPEMEHHbIM MOJEKYNAPHbIM METO4aM [MArHOCTUKW. ABTOpaM
npefcraBnseTca Hanbonee BaXKHbIM OPMUPOBAHUNE Y CTYEHTOB 61o10-
FMYECKOro MbILW/IEHUA, MOHUMAHUSA HEOAHO3HAYHOCTU MPOUCXOLALLUX
npoueccoB. OBCYXAeHbl TakXKe BOMPOCHI eBreHWKW, nporpaMma «eHom
yesnioBeka», NepCneKkTUBbl MEAULUHCKOW TEHETUKMN.

Kaxayto TeMy 3aBepLUaloT KOHTPO/IbHbIe BOMPOCHI, KOTOPbIE NOMOra-
0T YCBOEHMIO U 3aKPEMneHni0 MpoiAeHHOro mMatepuana. Y4ebHUK go-
MOMIHEH Tabmuamyn 1 pucyHkamm, 6onbluas YacTb hoTorpaduii, npuee-
[EeHHbIX BO BTOPOI 4acTw, ny6nukyeTtca BrepBble. B koHUe uMeeTcs
C/1I0Bapb OCHOBHbIX 6MOIOMMYECKNX U TEHETUYECKNX TEPMUHOB.

YuebHUK npefHa3HaueH CTyAeHTaM CpefHUX CreLnaibHbIX MegnuLMH-
CKMX YUNIINLL, U KONIEDKEN.

ABTOpbl HAfElTCs, YTO Yy4ebHUK MOMOXET B 3HAUMTENbHOW Mepe
BOCMOMHUTb NPo6en B 3HaHWAX CTYAEHTOB O COBPEMEHHOW FeHeTuKe Ye-
noBeka.
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BBEJEHVE

NCTOPUA, OCHOBHbIE AOCTVXEHWA
N NPOBIEMbl MEAULNHCKOW TEHETVKM

[aToil poXkaeHns reHeTUKU cumtaeTtca 1865 r., Korga aBCTPUIACKUIA
MoHax [perop MeHgens onybnukosan pesynbTaTbl CBOUX 3HAMEHUTbLIX
OnbITOB. B TO Bpems OHWM OKa3a/nCb NMPaKTUYECKU HE 3aMeyeHHbIMU CO-
BPEMEHHMKAMK, YBNeYEeHHbIMU naesamun [apBuHa, U 3abbiTbl 601ee YeM
Ha 30 f1eT. W T0/1bKO B Havasie XX B. NOYTN OLHOBPEMEHHO HECKO/bKO UC-
cnegosateneii (e ®pu3s B MNonnaHgmmn, KoppeHc B MepmaHun, Yepmak B
AHI M) 06Hapy>Xunu ero paboTbl, NepenpoBepuy Ha CO6CTBEHHOM Ma-
Tepuase, U C TOro BPEMEHU MOABUCHA TEPMUH «MEHIENN3M», NCMOMb3ye-
Mblii 415 3aKOHOB HacNeACTBEHHOCTH.

Ha camom fgene, ucTopusi rEHETUMKW HaCUUTLIBAET CTO/IbKO XXe JeT,
CKOMIbKO WM MUCTOPUS YesioBeyecTBa. F1BfieHWEe Hac/efCTBEHHOCTWU Bcerga
3aHMMano NPOYHOEe MECTO B Hallem CO3HaHUU. «H6/10K0 OT S6/10HN He-
faneko nafjaet», «Ha pA6UHKe He pacTyT aneslbCUHKW» — WU3BECTHbIE
BCEM MOroBOpKW. HacnefoBaHue TeX UMW WHbIX NPU3HAKOB 3aHMMano
NIOLEN eLe ¢ paHHMUX BPEMEH, KOrja BbIBOAWAN MOPOAbI AOMALLHUX XW-
BOTHbIX, MPOBOAWAN CENIEKLMI0 PAaCTEHMIA — 04N CTapaiuCh 3aKpennTb
B MOTOMCTBE NIyYLlNe KayecTBa.

He nopo3pesas 0 CyLecTBOBaHWM 3aKOHOB Hac/eCTBEHHOCTU, Byay-
Wmre cynpyrn (MNn nx poauTenn) ctapasiucb OTBETCTBEHHO MOAXOAUTL K
BbI6OPY CMYTHMKA XU3HWU. Ecnn B pofy NOBTOPSANCH O4HU U Te Xe 3a60-
NeBaHNa — onacaanchb, YTO UX MPOABNEHUSA MOXHO OXWUAATb U Y NOTOM-
ctBa. OTCHO4a M HAaCTOPOXEHHOE OTHOLLEHME K l0AsM «be3 pogy 6e3 nne-
MeHU». He opobpsnuck 6paku Mexay 6/U3KMMU POLCTBEHHUKAMU:
HeBEeCTY, Kak NnpaBwufio, cTapajUCb CBaTaTb B JaNeKuUX CeNeHuax; B pyc-
CKOM f3bIKE C/IOBO «HEBECTa» MPOMCXOAMUT OT «HEBECTb OTKYAa».

Ewe Emnnokpat nonarasa, Y4To Kakad 4yacTb Tefia MPou3BOAUT CEMS.
13 30,0p0OBOro ceMeHU 06pasytoTca 340pOBble opraHbl. o3xe atn npej-
NONOXeHMA BblIN CPOPMYIMPOBAHBI B TEOPUIO NaHreHesnca. AHanoruny-
HbIX B3rna08 npugepxunsanca Y. JapsuH. OH cuuTa, 4YTo Kaxaas TKaHb
WNN opraH poauTeNbCKOro opraHnM3mMa BblAensieT creluanbHble (hakTopbl.
3Tn thakTopbl (NaHreHbl) BKIKOYAKOTCA B ANLEKNETKY' MM cnepMaTo3ous
M obecneumBaloT nepefavyy NOTOMKaM TOro OpraHa, OT KOTOpPOro OHW
MPOU30LLIIN.
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Mo3xe ABryct BeiicmMaH cthopMynnpoBan TEOPUID HEMPEPbIBHOCTM
3apofblleBoi nnasmbl. COrnacHo 3Toi Teopuu, yxe NPy nepsbIxX Aene-
HUAX OMNOAOTBOPEHHON AWLEKNeTKN 6yayuime 3apOSbILLeBble KNETKU
060c06N1A10TCA OT COMATMYECKMNX. 3apofbllLeBble K/EeTKM HOBOFO Opra-
HM3Ma NPOMCXOAAT M3 3apObILLEBLIX KNETOK poauTteneii- M3 atoi Teopun
CTaHOBWTCS MOHATHO, MOYeMY MPUOBPETEHHble NMPU3HAKM He Hacnegy-
tOTCA: AN15 TOro YTOObl U3MEHEHUA NepeaaBanch notoyICTBY’ OHU LOSIXK-
Hbl BbITb 3aKpPern/eHbl B 3apObILLIEBbIX KIETKaX.

K coXaneHuto, HacneayTCsa He TOMbKO LBET a3 u/™ rpynna KpoBu,
HO 1 3ab0neBaHMs, YTO 06YCNOBUNO Pa3BUTWE MENHU HEKOW FEeHETUKM.
370 Hayka, KOTopas U3y4yaeT reHeTUYECKNe NPUUNHBI U MEXAHWN3MbI pas-
BUTWSA HACcNeLCTBEHHOM NaTO/IOrMK YenoBeKa U ponb re”etnyecknx dax-
TOPOB B Pa3BUTUW HEFEHETUYECKON NaTonoruu, paspabrlrbiBaeT cnocobsbl
UX NPOPUNAKTUKN W NledeHns. MeauunMHCKasa TeHeTUKA KINHUYecKas
reHeTMKa — O0YeHb 6M3KMe NOHATUS, MPAKTUYECKM CU HOHUMBI. BmecTe
C TeM VMEIOTCA HEKOTOpbIe pasnuums B noaxodax. Tak, KIMHUYecKas re-
HeTUKa MCnonb3yeT CUHAPOMONOrNYECKUIA NOAXOA U HP 1CNonb3yeT no-
NYNSLUOHHBIA METOA, a MeANLMHCKAsA reHeTuka —Hao°P°T-

Ona koHuya XIX — Havana XX B. xapakTtepeH or*om*1™ uHTepec
K reHeTMKe CO CTOPOHbI 06LecTBa. B 0cobblin pasgen BblensoT eBreHnky
(OT rpey. «eT» —XOpOoLLUNiA, «genos» —pof) — HayKy 0 (/OBepLueHCTBOBa-
HWUW 4yenoBeka. EBreHmka sapofmunach Kak couuansHoe feneHne, a ee po-
[OHaYaNlbHUKOM CUMTaloT BPUTAHCKOro y4yeHoro ®paHcuca [anbToHa.
MpoaHanu3npoBas POAOC/OBHbIE BbIAAIOLMXCA AeATeNe KynbTypbl, Ha-
VKW, UCKYCCTBA, a/IbTOH NpuLUen K BbIBOLY O TOM, 4TO CMOCOGHOCTM Ye-
N0BeKa HacnefytoTca 1 NPosABAAOTCS MPY OMNPeaeneHHbI™ YCNOBUAX XN 3-
HW. BpuTaHus 6blna KpynHelwei KONOHWanLHOW AepX aB®i, n obLieHune
C BbIXOALaMWN U3 TaK Ha3bIBaEMbIX TPETbUX CTPaH Mypa 6blfo BeCbMa akK-
TUBHLIM, NMO3TOMY WAes 3awmnTbl reHooHAa 3NuUThl (B NMepByto ouvepefb
OT CMeLlaHHbIX 6pakoB) NpeACTaBNANAaCh BECbMa aKTyasbHON.

Vgen eBreHMku ctanu nonynspHsl B0 MHOrux rocys/iPcteax- B 1912 r.
coctoancs 1-n MexayHapofHbli eBreHnyeckunin Kourpecc, B 1920 r. —
BTOPO KOHIpecc. YMepeHHble CTOPOHHWUKM €BreHWKul paccmarpusanu
BOMPOCHI YNYULLEHNS 340P0OBbSA, OAHAKO paguKaibHble €8 reHUCTbI MPU3bl-
Ba/IM K U3MEHEHMNIO reHotoHAa. C TOUKM 3peHUs MO3UTUBHOW €BreHUKu
CllefloBa/10 NOOLPATL Gpaku Mexay npeicTaBuUTeNs MU 3nuUTbl. Heratue-
Has e eBreHuKa npmBena K TOMy, UTo B HEKOTOPbIX amy Puka||CKNX wiTa-
Tax, CKaH4MHaBCKNX CTpaHax Oblay NPUHATbI 3aKOHbI O NPUHYANTENBHOM
cTepuin3aLmm, NPUYEM He TOMbKO 60/bHbIX, HO 1 npecTl YnHUKOB-
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BeeneHuve

B Haweli cTpaHe B 1920-€ rogbl MAen eBreHnKy ob1Im 04YeHb nonynsap-
Hbl. CyLlecTBOBa/O €eBreHWyeckoe O0O6LLeCTBO, KOTOPbIM PYKOBOAWN
H.K. KonbLoB, a KypupoBan paboTy HapkoMm npoceelleHus A.B. JlyHa-
yapckmin. ins ynydilleHns NopoAbl NoAei BCepbe3 paccmaTpuBani BO3-
MOXHOCTb CHabXEHMS >KeNaloWmx CrAepMoi BOXAEW PeBOMOLUN
(no cnyxam, CyLlecTBYET TaiHbIil 6aHK CNepMbl HOGENEBCKMX NlaypeaTos).

EBreHvnka 6bina [OBOSIBHO CKOPO CKOMMPOMETMPOBaHa. Hemanyto
ponb B 3TOM cbirpana awmcrckaa FepmaHusa. B unbme «OBbIKHOBEH-
HbI hawm3ms» NokKasaH 3nun3og, B KOTOPOM HEMELKME COMAaThl, OTMpaBs-
NASCb B OTNYCK, MOAYYaNn MOMbKY: OHWU LOMKHbI OblNK 3a4aTbh «feTeit
(hropepax. C gpyroii CTOPOHbI, B KOHL/TAarepsix B rasoBbixX nevax nornbanm
MUIMOHBI «HEMONHOLEHHbIX».

1920—1930-e rr. 0TMeueHbl 3Ha4YUTe/IbHbIMW YCNexamu B pa3BnTun re-
HeTUKW. bblia chopMynmMpoBaHa XPOMOCOMHAsA TEOPUS HAC/EACTBEHHO-
CTW, YCTAHOB/EHbI 3aKOHbl MOMYNALNOHHOM reHeTUKM, NOKasaHo MyTa-
reHHoe [eiicCTBUE PEeHTIeHOBCKMX Jyyeil. B 3to Bpemsa B CCCP
(hYHKLMOHMPOBANW KpynHelilive B MUpe TeHeTUYEeCKue LUKOMbI, 6blin
OTKPbITbl Kadeapbl FeHETUKU U reHeTuyeckne nabopaTopum B HECKO/b-
KUX MHCTUTYTax. Pa3Butne meanumnHckoii reHeTnku B8 CCCP B aTu rogpl
cBsi3aHo ¢ umeHem C.H. [laBnaeHkoBa. Ero paboTbl, MOCBALEHHbIE TEHe-
TUYECKOl reTeporeHHOCTW HACNeACTBEHHbIX 60Me3Hei M npuunHam ux
KAMHUYECKOro NoAnMopgusma, octainch PyHAamMeHTanbHbIMU 415 BCei
KMAMHUYECKOW FeHEeTUKM.

B Hauane 1930-x rogsl B Mockse 6b11 opraHuzosaH Meanko-6uono-
FMYECKUIA WHCTUTYT, MO3f4Hee MeperMeHOBaHHbIi B Meauko-reHe-
TUYECKUIA MHCTWUTYT, CTaBLUMA O4HWM W3 MUPOBbLIX LEEHTPOB MeAMKO-
reHeTUYeCKnX uccnefoBaHnii. B HEM MHTEHCUBHO M3y4yanucb 601e3HM,
XapaKTepusyIoLWMecs HacNeACTBEHHbIM MpeApacrofioKeHNEM, BEIUCH
nccnefoBaHns Mo LMTOreHeTHKe, pa3pabaTbiBancs 6/1M3HEL0BbIA METOA.
OCHOBHOI 3afaveil, MOCTaBNEHHON nepes KOMNEKTMBOM WHCTUTYTa,
Obl0 M3yyYeHUe B3aMMOAENCTBUA HACNeLCTBEHHOCTU W OKPY>XKatoLleli
cpefbl B pa3BMTUM GONE3HEN.

B 311 >xe rofpl CHOPMYNMPOBAHO NOHATUE «FEHETUYECKUI Tpy3». OHO
6b110 BBEAEHO ellle Mensiepom, U3yyaslwUM MyTauumn y Apo3odun, BO3-
HMKaloLLie NOoA LeNCTBUMEM PEHTreHOBCKMX Nlydeil. MHOXEeCTBO XPOHU-
Yeckux 60ne3Heli YenoBeKa ecTb NPOSB/IEHNE FEHETUYECKOrO rpys3a.

A NOTOM Ana reHeTUKMN B Halleld CTpaHe HacTan YepHble BpeMeHa —
TOPXXECTBO /bICEHKOBLUMHBLI. OKOHYaTeNbHbIA yaap 6bln HaHeceH B
1948 r., Korga Ha neyanbHO W3BeCTHOW ceccum BACXHWJT reHeTuka
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6bina 06bABMEHA fKeHAyKoW. OAMH U3 CaMbiX fPbIX CTOPOHHWKOB
T.4. Neicenko, C.B. KagTaHoB, ¢ TpMOYHbI 06nYan MeLULNHCKYIO re-
HETWMKy; MO ero cfioBam, 3TW NCeBAOYyYeHble cobuparoTca 60poThLCA C Ha-
CNeACTBEHHbLIMW 6OME3HAMU, HO O KakMX TaKMX HacnefCcTBeHHbIX 60-
Ne3HAX MOXET MATW peyb B MepefoBOM 06LLecTBe, Yy CTpouTenei
KOMMYHU3Ma?! To/bKo (haluCTBYOLWMe LWapnaTtaHbl MOryT NponoBeso-
BaTb Takue ngewn!

Bce aTo mpomcxomno Ha (hOHe BMEYaTNALMX MUPOBLIX JOCTUXKE-
HWiA. N TonbKo B cepepnHe 1960-X IT. Ha4yanocb BO3POXKAEHNE TEHETUKM,
a B 1969 r. B MockBe OTKpbIACA VNHCTUTYT MEAULUHCKOW FeHeTUKMN.

VcTopuyeckoe pa3BuTne MPOTMBOPEYMBO. VIHTEPECHO, YTO BXXypHase
«YCcnexn COBPEMEHHOW 6uonornm» 3a 1944 r., rge HaneyaTaHa 3HaMEHM-
Taa cTaTbd BepHafckoro o Hooctepe, ony6MKOBaHa U NepeBefeHHas ¢
aHINACKOTO A3blKa CTaTbhsl N0 Ha3BaHWEM «XUMUS XPOMOCOM W feit-
CTBME FeHOB». Y)ke Toraa 6biao U3BECTHO, YTO MOMEKYNa Ae30KCMpPUBOHY-
KnenHoBol kucnoTel (AHK) cocTouT 13 HeCKONbKMX OTHOCUTENIbHO MpPOo-
CTbIX XMMWUYeCKUX eanHuy. OAHaKo HUKTO He Obll YBEpeH B TOM, Kak
MMEHHO BbICTPaNBAOTCA 3TV XUMUYECKUNE efUHULbI.

HemHorum 6onee nonyseka Hasag, 28 tespana 1953 r., dpaHcuc
Kpwuk Bowen B nab «Eagle» B Kembpugke 1 06b4BMA 0 TOM, 3a 4TO NO34-
Hee nonyunn Hob6eneBCKyt NpemMuio. «Mbl PaCKpbIIN CEKPET XXU3HUY», —
nosgHee npuBoAMA cnoBa KpuKka ero cnofBvKHUK [HKelAMC YOTCOH,
Toxe Hobenesckuii naypear.

MpakTnyeckme AoKasaTenbCTBa CYLLECTBOBAHWUA ABOMHbLIX cnuvpanei
66111 nonydeHbl no3xe. Nccnegosatenu m3 King College B JToHL0He B Te-
YeHue HECKONbKWUX NEeT NPOBOAWAN 3KCMEPUMEHTHLI C UCMONb30BaHNEM
OTHOCWUTE/IbHO HOBOW Ha TOT MOMEHT TEXHWKM PEHTIeHOBCKOI Kpuctan-
norpaguun. OfHa u3 nccnegosarenein —Po3anuH ®paHKNIUH —nonyynna
3HAMEHMTOE HblHe M300paXKeHne PeHTreHOBCKON AN(PaKLMOHHON Kap-
TUHBbI KpucTanauyeckoin ctpyktypsl AHK. PykoBogutens ®paHKanH
Mopuc YUNKUHC paspellnn YOoTCOHY 03HAKOMUTLCA C 3TUM M306paxe-
HVEM BO BpeMS BU3UTa NocnefHero B JIOHAOH. YOTCOH U KpuK yxke npeg-
CTaBNAMMW, Kak JO/MKHA BbirnageTe gortorpadpus AHK, ecnm nx mogens
BepHa. W korga YOoTCOH yBWAen nonyyeHHoe ®paHKIWH U306paxeHue,
OH MOHAJ, YTO OHU C KPUKOM He owmnBanCh.

B anpene 1953 r. YoTcoH 1 Kpuk ony6amnkoBanu B xypHane «Naturex»
Hebonblyo cTaTblo. OduuManbHO CcTaTby Takoro opmara cumTaroT
[aXe He MOMHOLEHHBIMU HayUYHbIMU NY6ANKALUAMK, a MLWb NUCbMaMK
B pefakumio. OfHaKo MMEHHO C 3TOr0 MWCbMa M Hayasacb HOBas 3pa B
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nctopum reHetukun. MNpegnoxeHHas hopma monekynbl JHK —paBoiiHas
cnupasnb —cTana CUMBOSIOM FeHETUKMN.

CumnTaloT, YTO B HayKe 06BEM 3HAHWIi YABaMBAETCA B CPEAHEM Kaxble
5—10 net. [lns reHeTMKK 3TOT Mpouecc 3aHMMaeT 2 roga. Maet 6ypHbIi,
NaBMHOO6Pa3HbIV NPOLECC HAKONAeHUA NH(opMaLun. MHOr1e OTKpbI-
TNA Cpasy >e HaxodAT MPUMEeHEeHWe B MPakTWKe, B MEPBYIO oyepefib —
B Mefu1LuHe.

Brarofiapa reHeTuke, TO4Hee, ee pasjeny, HasbiBaeMoMy apmakore-
HETUKOW, 0Ka3anoCb BO3MOXHbLIM ONTMMaNbHbIM 06pasoMm noabupartb
NeKapcTBa M NoBbiwaTh 3PNEKTUBHOCTL NeYyeHns. JOoCTUXKeHNA MOMEKy-
NAPHOWN FeHeTUKMN CYLLECTBEHHO pacLUMPUAN ANArHOCTUYECKUE BO3MOX-
HocTu. AHK-gnarHocTrka cTana BNO/HE PYTUHHOIA.

B Hayase HOBOrO ThICAYENETUSA XKYPHAUCTbI OMOBECTUIN MUP O CEH-
CaLMOHHOM COObITUM: POAMACA MEPBbIA KNOHMPOBaHHbIA pebeHok. Ce-
pbe3Hble YUYeHble OTHEC/INCh K 3TOMY 3aABNEHNI0 CKENTUYECKM, HO O K/10-
HUPOBaHWUM paccy>aanv MONUTUKK, apTUCTbI, XXYPHANUCTbI, CaTUPUKW.
Mano KT0 U3 HecneuuaaMcToB NOHMMaN, YTO KNOHMPOBaHKe HbiBaeT pas-
HbIX TUMOB.

Oseuka onnn — penpojyKTnBHoe KnoHuposaHue. CyTb ero B TOM,
4TO U3 ALEKNeTKN yaanseTcs s4p0, BMECTO Hero nomeLlaeTcs a4po co-
MaTUYecKOl KNeTKu TOro OpraHn3ma, KOTOpbIi XOTAT KNOHMPOBAThb, NO-
Cfle Yero nnof BblHalMBaeTcs, NoLO6HO TOMY, KaK 3TO MPOUCXOAUT Npu
3KCTpaKopnopanbHoM («B MPo6UpKe») oNnof0TBOPeHUN. OgHAKO NPUH-
uMnuansbHas pasHuLa Mexgy 3KCTpakoprnopanbHbIM OMN0A40TBOPEHMEM
N penpoAyKTUBHbLIM KNOHUPOBaHWEM COCTOUT B TOM, YTO B MepBOM Ciyyae
peyb 1aeT 0 pasBUTUK OpraHn3Ma 13 3apofblLlLUeBbIX KNEeTOK poguTeneit, a
BO BTOPOM —M3 COMATMYECKOM KNETKM OpraHnu3ma-4oHopa; CBOCTBa 3a-
pOAbILLIEBbIX Y COMAaTUYECKMX K/TETOK CYLLECTBEHHO pas3/inyaloTcs.

He TONbKO TeXHMYecKne, HO N 3TUYECKME CMOXHOCTM fenatoT nep-
CMEKTMBHOCTb CO34aHUA KIOHOB COMHUTENbHON. VIMEHHO penpoayk-
TUBHOE K/IOHVMPOBaHWE MNOLBEpPraeTcs CrnpasBefnvBOA Kputuke. [daxe
KOrga peyb MAET O XMBOTHbIX, Mbl 3HAEM fMLIb 06 OYEHb HEMHOIUX
YCNELHbIX CyYasx; 0 Heydauax, KoTopble CnyyaroTca ropasgo vatle, Hu-
KTO He JoK/nadbiBaeT. BbICOKM pUCK poxaeHWUs pebeHKa ¢ naTonorueri
[lenaeT 3KCNepMMeHTbl C KNIOHUPOBaHWEM HefonycTumbiMu. Elle 6onee
YyLOBWLLHOW NpeACcTaB/seTc MbIC/b O BblpalivMBaHWM 4YerioBeka «Ha
3anyacTm».

CepbesHblil yaap nNo penpoayKTMBHOMY KOHUMPOBAHMIO HAHEC0 npe-
XKAeBPeMeHHOoe CTapeHune oBeyvku [lonnn n ee cMeptb. Ecan BospacT npu
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06bIYHOM Pa3BUTUM OPraHN3Ma UCUUCNNAETCH «C Hy/A», TO Kakol BO3pacT
CnegyeT MpUNUCbLIBaTb KNOHUPOBAHHOMY opraHusmy? fluwb meHee 2%
KNOHMPOBAHHbIX XWBOTHbIX [OXMWBAKOT 40 CBOEro MOAB/EHUA Ha CBET U
MOAPacTaroT O HOHOro BO3pacTa. Te, YTO BbDKMBAIOT, 061a4at0T CHUKEH-
HbIM UMMYHWUTETOM, 60nee 60N1e3HEHHbI U CTapetoT B HECKONbKO pas3 bbl-
CTpee «OpUrMHanoB».

Pa3BuTVe OpraHn3mMa — CI0XHbIA MPoLecc, U MexaHU3mbl peryns-
LMK, BK/HOYEHWA TEHOB eLle He MO3HaHbl B NOMHOW Mepe. B 60nbLINH-
CTBE LIMBUIN30BAHHBIX CTPaH PenpogyKTUBHOE KOHMPOBaHMWe 3anpeLye-
HO 3aKOHOM.

B TO Xe Bpemsa psAj CTpaH CUMTaeT LOMYCTUMbIM TepaneBTUYecKoe
KNOHWPOBaHe, T.e. UCMONb30BaHMNE CTBOMOBbLIX K/ETOK B MefULMHCKUX
uensx. Pa3suTue 4yesioBe4eCKOro aMO6pMOHa HaUNHAETCA C AefIeHUs OMno-
[LOTBOPEHHOW AWLEKNeTKN, 3TM KNeTKW Ha3blBaOTCA NOAMNOTEHTHbIMA,
M UMEHHO M3 HWUX Pa3BMBAOTCS O4HOANLEBbIE 6/IM3HELbl —K/OHbI. Cny-
CTS HECKONbKO AHeli obpasyeTcs 6nacToumcra. KneTku, n3 KOTOpbIX OHa
cocTtouT, yxe 6onee auddepeHunposaHbl. OHM He MOryT faTb Hayano
BCEMY OpraHusmy, HO U3 HUX MONYYaloTCA OTAe/bHbIe TUMbI KMeToK. Ta-
KWe CTBOJIOBbIE KNETKN Ha3bIBAKOTCA MMOPUNOTEHTHLIMU.

CnycTs elle Be Hefenn NIOPUNOTEHTHbIE KNETKU TEPAIOT CBOKO YHU-
BEPCa/bHOCTb M CTaHOBATCA 60ONee cneunanmM3npoBaHHbIMKU. HekoTopble
M3 HUX CTaHYT K/IeTKaMW KPOBW, YacTb NPEBPATUTCA B KOXHbIE MOKPOBbI,
KMIeTKW BHYTPEHHUX OpraHoB. KneTky 3TOro tmna ABAATCA MyTbTUNO-
TEeHTHbIMU.

Y>e ceiiyac Bpaum MOryT ckas3aTb 06 ycnexax B ne4eHUn HeKOTOPbIX
HacnefCTBEHHbIX 3a60/71€BaHUIA C MOMOLLbIO CTBOMOBLIX KNeTOK. OfHO U3
HMX, CUCTEMHAA KpacHasd BOSYaHKa, XapaKTepu3yeTcs TeM, UTO K/ETKM
MMMYHHOI CUCTEMbl pa3pyLUlalT CO6CTBEHHbIE KNETKU opraHusma. [ns
ero fie4yeHna NPUMeHANN 6oMbLIve [03bl UMMYHOZENPeCCaHTOB. Beepge-
HWe naumMeHTam WX COBCTBEHHbIX CTBOJIOBbLIX KNETOK, W3B/IEYEHHbIX U3
KOCTHOr0 M03ra, NpP1Beo NPaKTUYECKM K NONHOMY UX n3neveHunto. Onu-
caHbl cflyyaun, Korga fobasfieHMe CTBOJIOBbIX K/IETOK MPUBOAMIO K BOC-
CTaHOBJ/IEHMIO POrOBULbI rf1asa. [pu TAXeNbIX cepieyHbIX 3a60/1eBaHNAX
nepecagka My/IbTUMOTEHTHbIX CTBOJIOBbIX K/ETOK MOXET CYLeCTBEHHO
YNYULWNTb COCTOAHME GO/bHBIX.

Bpaun 1 61M0ONOrM-3KCNEepUMEHTATOPbI OOHAPYXWUWU YONBUTENbHYIO
0COBEHHOCTb MY/IbTUMOTEHTHLIX CTBOJIOBbIX K/1eTOK. HesaBucumo oT
MPOUCXOXAEHWS, OHW B OMNpefefieHHbIX YCMOBUAX MOTYT AaTb Ha4yano
MPaKTUYeCKy NI06bIM Creuranu3npoBaHHbIM KneTkam. Hanpumep, cTBo-
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NOBbIE K/ETKM KPacHOro KOCTHOFO MO3ra MOryT AaTb Hauano KfeTkam ne-
ueHu. MosBUNAch Hajexpaa Ha pasBUTME pPereHepaTMBHON MeAuLMHBI,
MO3BONAIOLLEN «BbIPALLMBATL» HE TOMbKO TKaHW, HO W Liefble OpraHbl.
Moka He yAanoch BbIPaCTWUTb TaKMe CNOXHble OpraHbl, Kak, Harmpumep,
noyka. OfHako OTanbMOMOrM BMOJIHE YCMELUHO BblpalluBalOT poro-
BMLY, 1 3TO CTa/I0 3aMEHOIA CNOXKHOI onepawmmn no Nepecagke YyXxoi po-
roBuLLbI.

Mcnonb3oBaHmWe CTBOJIOBLIX K/IETOK OTKPbIBAET HOBblE BO3MOXHOCTM
B MpaKTW4ecKol mMeguumHe. OfHAKO XOTeNoch Obl MPeAoCcTepeYb OT U3-
NINLLHETO ONTUMM3Ma: OT Hay4YHbIX 3KCMEPUMEHTOB [0 LUMPOKOro BHe-
LPEeHNs BNPaKTUKY MyTb HEGMN3KNIA.

Ewe ogHa npobnema —reHoTepanus HacneACTBEHHbIX 3a601eBaHNA —
yBbl, TOXE MOKa Aaneka 0T CBOEro NpakTUYeckoro pelleHuns. Kasanocs 6bl,
mpocTas ues: BBECTW B K/IETKM GO/IbHOTO HOPMasbHbIA reH BMecTo fJe-
thekTHOro. OfHAKO Kak 3aCTaBWTb 3TOT FeH MPOHMKHYTb BO BCE KNETKH,
BK/IOUMTLCA B FEHOM W, CamMoe FflaBHOe, HavaTb paboTaTb? Beab knetka by-
[JET BOCMPWUHMUMATb BBEJIEHHbII B HEE TEHETUYECKUIA MaTepran Kak Yy>oi.

WHorpa Takme MonbITKK GbIBAOT yCMeLWHbIMU. [pynne dpaHLy3cKnx
Bpaueil yganocb MOMOYb [ETAM C TSKENENWUM WMMYHOAE(ULUTOM,
BbI3BaHHbIM MyTalueli B reHe, pacroioXXeHHoM B X-Xpomocome. U3
KOCTHOrO MO3ra Manbllleid Obln U3BMeYeHbl CTBOMOBbIE KneTku. C no-
MOLLb0 MOMIEKY/bI PETPOBMPYCa-NepeHoCcUMKa B HUX ObiM BHEAPEHbI
HOpPMa/lbHble KOMWMW 3TOTO FeHa, a 3aTeM K/ETKU Gbln BBefEHbI NaLu-
eHTam. CnycTsi HEKOTOPOEe BPEMS 0Ka3anocCh, YTO FeHbl YCMELWHO «Mpu-
Xunucb». OfHAKO B LIeSIOM YCMeXu OCTarTCH CKPOMHbIMK. [lo cux nop
HeT y6eauTeNbHbIX JaHHbIX 0 No6ede Haj TakuM 3aboneBaHMeM, Kak ca-
XapHblii AnabeT, X0Ts, Kasanoch bbl, BCe 06CTOMT MPOCTO.

TeopeTUYecKn FeHHO-UHXEHEPHbIMU MeToAaMy BO3MOXHO MCnpaB-
NATb BPOX[EHHbIe TeHeTMYeckue AedekTbl. HO BO3HMKAKOT OnaceHus,
UTO JOCTVKEHNS FEHETUKM ByayT UCNO/b30BaHbl He TO/IbKO BO 61aro, Kak
3T0 MPOU30LLIO B CBOE BPEMS C AOCTMXXEHUAMU B 06/1aCTU AAEPHON (u-
3uKW. Ecnn oKaxeTCst BO3MOXHbIM CO3/1aBaTh NII0/eli C 3apaHee 3afjaHHbI-
MM CBOCTBaMM, TO KTO GYAET 3TV CBOICTBA ONpeaensiTh?

TeMm He MeHee, eCNK €lLLe COBCEM HEaBHO AMarHO3 HacnefCTBEHHOIO
n.ra BpOXAEHHOro 3aboneBaHns BOCMPUHUMANU Kak NpUroBop, TO pas-
BMTME W COBEPLUEHCTBOBaHME METOLOB reHoTepanuu AagyT Hafexay Ha
NevyeHne MHOTUX U MHOTUX NIOAEN.

Oco60e MecTO 3aHMMaeT nporpamma «eHOM YenoBeka» — ofHa W3
BaXKHEWLLNX BEX B Pa3BUTUM FEHETUKM.
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Cnegylouias Bexa — pacwngpoBKa reHomMa YeoBeKa CMyCcTA NosBeka.
B 1988 r.". eliMC YOTCOH, OAVH M3 «OTLOB» ABOIHOI cnupanu, BbiCKa-
3a1c 0 Heo6XoAMMOCTU 3aHATLCA FeHOMOM 4enoBeka. OHOBPEMEHHO
3Ta nges! O6bl/ia BbIABMHYTA B Hallei cTpaHe akageMukom A..A. BaeBbiM.
Ee peanunH3ayns notpeboBana COBMECTHbIX YCUTMIA YUYEHbIX; M HOFUX CTPaH.
K coxanneHunto, MHAHCOBbIe TPYAHOCTM, NepexuBaemble Poccueit, He
MO3BONMNAN Hawel CTpaHe B NMOJSHOW Mepe peann30BaTb €€ Hay4Hblli no-
TeHumarn. .

BnoxxeHue npumepHoO 3 MApA 4011apoB B Nporpammy «CeHOM YesioBe-
Ka» MPULWEN0 K TOMY, YTO MPOYMTaHO 3 MSIPA OCHOBAHWUI HYKMEMHOBbIX
KucnoT. B pesynbTate 3TOr0 KapTMpoBaHbl BCe XPOMOCOMbI Ye/0BEKa,
CTa/In U3*BECTHbI AECATKUN, a MOXET OblTb, faXe U COTHU FeHOB, KOTOpPble
OTBETCTBEHHbI 3a pa3BMUTME HAaCNeACTBEHHbIX 3a601eBaHWA.

MosaBMNOCH HOBOE MOHATUE —reHOMUKaA. TeHOMVKa — HeflaBHO BO3-
HMWKLIEe HampaB/leHUE HayKu, OObEKTOM M3Yy4YeHUs KOTOPOA SBASKOTCA
reHOMbI XXBCEX OPraHM3MOB, He TO/IbKO YesioBeka. JTormuyeckumM npojosmke-
HWEM reT-HOMUKW CTano MosiBNEHME NPOTEOMUKN. TepMUH 3TOT MPOUCXO-
AWMT OT  [ABYX [pYrMX XOpoLO W3BECTHbIX B OUOXMMUU TEPMUHOB:
«PROTEEins» —npoTeunHbl 1 «genOMe». Takum 06pa3omM, co3gaHa HOBas
KOHLeNnnuua B MeauLuHe: Bce 60M1e3HN YenoBeka Tak UM MHAaye CBA3AHbI
C reHOMCOM, TONbKO OfiHA rpynna fBNseTCA CNefilCTBMEM feeKTa B CTPYK-
Type reH3a, a apyras sBnseTcs HapyLLueHneM perynsuum sKCnpeccum reHos
reHoma YHesioBeka.

HecmlOTps Ha BCe JOCTVMKEHUS MOJIEKYNAPHOA FTEHETUKMN, OYEHb He-
MHOI0 MA3BECTHO O TOM, KaK paboTaroT reHbl, MOYeMy OHW MONYaT B OAHON
KNeTKe 0*praHu3ma u akTuBHbl B Apyroii. CywecTBYOT MOLLHbIE peryns-
TOPHbIE CCUCTEMbI, KOTOPbIE KOHTPOAUPYIOT PaboTy reHoB. JNuUreHeTuka
MOXET ObIATb OnpefeneHa Kak usyyeHne MexaHM3M0oB KOHTPONSA aKTUBHO-
CTV TeHO»B BO BPEMEHUW W NPOCTPAHCTBE B MpoLiecce pa3BMTUA CNOXHBIX
opraHu3ymoB. [1o 06pa3HOMY BbIPaXEHWU0, «reHeTUKa npegnonaraeT,
a3nureHreTUKa pacnonaraers.

Mporpamma «"eHOM YenoBeKa» peLuunna 3agady npoUTeHUsa nocneso-
BaTe/NbHOOCTU HYK/1Ie0TUA0B B rEHOMe, HO NpW 3TOM MocTaBuaa MHOIO HO-
BbIX BONppocoB. Kasanoch 6bl, TEKCT KHUIM U3BECTEH, Yero e eule? Ho
0Kasasnoceb, YTO 419 MOHMUMAaHWSA ero CMbIC/a 3TOro HegocTatouyHo. CTpyk-
Typa paclwrngpoBaHa, HO He No3HaHa. W Tenepb NPeaCcTOMT MPOWTM NyTb
OT 3HAHM3A K MOHUMaHWUIO.

3afayrm nepsoro 3tana NporpaMmMbl YCMEWHO BbIMOMHEHbI. BO3MOX-
HOCTW fa_J/ibHelllero ee pasBuTMS CBA3aHbI C MEPEXOLOM OT CTPYKTYPHOW

15

EVEEVEEE:]



BeeneHne

reHOMUKMN K FeHOMUKe (YHKUWOHaNbHOM, n3ydalolleid, Kak 310 BULHO
YK U3 Ha3BaHuA, PYHKLMIO reHOB.

UTO MOXHO XgaTb OT FEHOMHbIX UCCNe0BaHuiA B 6avkaiwmne 40 net?
BoT kak chopmynmpoBan nporHos ®. KonnunHsz, pykoBoguTe b Nporpam-
Mbl «["eHoM yenoseka» (CLUA).

2010 rog. eHeTM4YecKoe TecTUPOBaHME, MPOUNAKTNUYECKNE MEPDI,
CHWXaloLWme pucK 3aboneBaHnii, U reHHas Tepanusa g0 25 HacneLCTBEH-
HbIX 3a60/1€BaHWIA.

MpuHATKE 3aKOHOB A1 NPefOTBPaLLEeHNs reHeTUYeCKON ANCKPUMU-
Hauuu 1 cobnofeHns KOHMULEHLNATBHOCTY.

2020 rog. Ha pblHKe noABATCA nekapcTsa OT AuabeTta, rMNepToOHUM
N Opyrux 3aboneBaHuii, paspaboTaHHble Ha OCHOBE TEHOMHOW WMH{(Op-
MaLmu.

Tepanus paka, NpuWUENbHO HampaB/eHHasi Ha CBOWCTBA pPaKOBbIX
K/ETOK.

dapmMakoreHoOMMKa CTAHOBUTCA O6LLEeNPUHATLIM NOAXOA0M A5 CO3-
[laHUA MHOruMx nekapcTts. M3meHeHue criocoba AMarHOCTUKM NCuxuye-
CKMX 3a60/1€BaHWiA, MOSIBIEHVE HOBbIX CMOCOO0B UX NEYEHNS, U3MEHEHME
OTHOLUEHMS 06LLeCcTBa K TaKUM 3a60N1eBaHUAM.

2030 rog. OnpepeneHvie MocnefoBaTe/IbHOCTU HYK/IEOTUMAOB BCEro
reHoma OTAeNbHOro HAMBKAA.

KaTtanormsnposaHue reHoB, y4acTBYHOLIUX B MPOLIECCe CTapeHns.

MpoBegeHe KAMHNYECKMX UCTbITAHUA MO YBEIMYEHWNIO MaKCMMasb-
HOI NMPOJOMKNTENBLHOCTU XXU3HN YenoBeKa.

NabopaTopHble 3KCNepUMEHTbI Ha Ye/I0BEYECKMX K/IeTKaX 3aMeHAIT-
CA 3KCNEepUMEHTaMM Ha KOMMNbIOTEPHbIX MOJENSAX.

AKTUBM3NPYIOTCA MacCcOoBble [ABVMXXEHUSA MPOTMBHUKOB MepefoBbIX
TexHonoruii B CLUA v gpyrux cTpaHax.

2040 rop. Bce o6uenpuHaTble Mepbl 34paBOOXPaHeHUs OCHOBaHbl Ha
reHOMUKe.

OnpegfensieTca NpeApacrnoNoXeHHOCTb K 60MbWNHCTBY 3a60/1eBaHWi
(npwn/po poxaeHus).

JocTtynHa ahdekTnBHAA npoduiakTUyecKas MeuLMHa C Y4eToM
0CO6eHHOCTEN MHAMBMAA. BonesHn JeTeKTMPYHOTCA Ha paHHUX CTagusx
nyTem MOJIEKYIAPHOT0 MOHUTOPUHTA.

[na 60nblWMHCTBA 3a601€BaHMIn JOCTYMHA FreHHas Tepanus.

MegnumHa CTaHOBMTCA 06/1aCTbi0 MPUIOXKEHUS 3HAHWIA O TeHOMe —
YXXe B Halu AHW MOSBUIOCH MOHSTUE TEHOMHONW MeAWLUHbI, KOTOPYH)
CrnpaBef/IMBO Ha3blBalOT MeguunHoi XXI B. M0OXXHO HagedTbCs, UTo Meau-
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LMHa TeKyLlero Beka 6yaeT OCHOBaHa Ha 3HaHUW UHAWBUAYa/bHbIX OCO-
GEHHOCTEN reHoMa KaXaoro 4enoBeka. [eHeTUYecKune uccnefoBaHnsa sB-
NSOTCA OCHOBOW MHAMBUAYaNN3aLMMN JIEYEHWS, NO3BONAKOLLEA B NOMHOM
Mepe peann3oBaTb NPUHLMUMN «1e4YnTb He 60/1e3Hb, HO 60LHOr0». BO3MOX-
HO, nieT yepe3 40-50 HKM oguH Bpay 6e3 reHEeTMYECKOro Koja He 3axoueT
«/1e4NTb BC/EMYHO» — MOJOOHO TOMY, KaK CErOAHs XUPYPrus He MOXET
060/iTCb Be3 PEHTTEHOBCKOI0 CHUMKA.

TexHUYecKmn yke B HacTosiLLee BPeMS NpPefCcTaB/feTCAd BO3MOXHbIM
paclngpoBaTh reHOM KaX[0ro oTAeNbHOro YenoBeka (BOMNpPOC BpeMeHU
M UeHbl). XOTA onpefennTb BCe TeHbl MPeApacnonoXXeHHOCTU AN
KaX[10ro 4enoBeka Nnoka HeBO3MOXHO, B HACTOALLEe BPEMS TEXHUYECKU
[LOCTYMEH WMHAMBUAYANbHbIA aHanM3 MO HECKONbKUM LecATKam reHOB.
VIHbIMK cnoBamK, Xenawllne 3HaTb CBOW TEHETUYECKWEe XapaKTepuc-
TUKN MOTYT MOMTYYUTb FEHEeTUYEeCcKMil macrnopT. B Hem gomkHa 6biTb
MH(pOpPMaLus 0 HannymyM MyTauuid B reHax, Onpegenstowmx Hacnea-
CTBEHHble 3a60/1eBaHUA, U O TreHax MpeapacnosiodKeHHOCTU K MyJlb-
TudakTopuanbHbIM 3a601eBaHNAM. PaboTbl N0 reHeTUYECKO nacnop-
TM3auum Hadanucb. B CLUA, Hampumep, yXe ceii4ac COCTaBAslOT
reHeTUYeCcKre nacnopTa BOEHHbIX.

MoMMMO Hay4yHbIX Npobnem, CyLLeCTBYIOT eLle U aTu4eckue. Mpea-
MOMOXMM, UYTO Y NpeTeHfeHTa Ha paboTy, CBA3aHHYIO C BO3AeliCTBMEM
BpefHbIX (hakTopoB, 06HAPYXWBAIOT reHbl, onpefensiowme ero 6onee
BbICOKYO YyBCTBMTENbHOCTb K 3TUM BO3gelicTBmAM. Kasanocb 6bl, pas-
YMHO 0TKa3aTb TAKOMY Ye/I0BEKY B MPUEME U TEM caMbIM y6epeyb ero ot
MOBbILLEHHOTO pucka. Ho ecnn 310 eAUHCTBEHHOE MPeanpusaTUE B rO-
poae?

WHdopmaLms o reHome morna 6bl gatb OCHOBaHWe CTPaxoBbiM KOM-
NMaHWAM MOBbLICUTL B C/lyYae HOCUTeNIbCTBA FeHOB MPeApPacnoNoXKeHHOCTH
CYMMYy CTpaxoBKW. Yen0oBe4ecTBO CTONKHY/I0CH Bbl C HOBOM (hOpMOiA guc-
KpyMuHaumn. M geincTenTenbHO, NOSBMANCH COOBLLEHNS O TOM, YTO He-
KOTOpble CTpaxoBble KOMMaHWW BbILENAIOT CpefCcTBa Ha MpOBefeHUe
[OHK-TecToB B OTHOWEHMM psAja 3ab0fieBaHWUiA, 1, ecim 6ygylime pogu-
TeNn, HOCUTENN HeXenaTenbHOro reHa, He CorfallatoTca Ha npepbiBaHue
6epemMeHHOCTM 1 Y HUX poXKAaeTcs 601bHON pebeHOK, UM MOTYT 0TKasaTb
B COLManbHOM NOALEPXKKe.

Pa3BuTWe Hayku, HeCMOTpPS Ha BCE C/NOXHOCTWU, OCTAHOBUTbL HEBO3-
MOXHO. Yemy ByayT CNY>XUTb e JOCTUXKEHUS — 3aBUCUT OT Hac.
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KOHTPOJIbHbIE BOMPOCHI

. UT0 51 BAseTCA NpeaMeTOM U3Yy4eHnss MeJULMHCKON FeHETUKN?
. YKa)KeTe OCHOBHbIE BEXW B PA3BUTUMN TEHETUKN.
. PackpoiiTe noHATMS:

a) eBreHunKka;

6) reHOMUKa;
B) aN"UreHeTUKa.



YACTb 1

OBLWE BOMNPOCHI



TEMA 1

HOCUTENN
HAC/TIEACTBEHHOW
NHOOPMALINW. OCHOBHbIE
FEHETVYECKUE MPOLIECCHI
B KNETKAX

Ce XWBble OPraHM3mbl COCTOAT W3 K/ETOK.

3Bonoumna nowna AByMA MyTAMU, CO34aB
opraHu3mbl, He 06/1agatoLwme TUNMUYHbLIM K/1eToY-
HbIM S4POM U XPOMOCOMHbIM annapartom (npoka-
puoThbl), 1 UMeloLWwme aapo (3ykapuoTsl). K npo-
KapvoTam OTHOCAT 6aKTepum U CUHe-3eNeHble
BOLOPOCAU. Bce ocTafibHble >XMBble OPraHn3Mbl
OTHOCATCH K 3yKapMoTuMyeckuM. B agpe KNneTku
nokanusosaHbl monekynsl AHK. Agpo norpysxe-
HO B LUMTOMNasMy. B umTonnasme cogepxarca 06-
pa3oBaHuA, Ha3blBaeMble OpraHesiiaMmun, OHW Bbl-
MOMHAIOT pasfnyHble QyHKUUKW. Hanpumep,
MUTOXOHAPUM  Ha3blBAlOT  3HEPTeTUYECKUMMU
CTaHUMAMU KNeTKU. B HUX Npoucxogatr Xumwu-
Yyeckue peakuum, KoTopble o6ecneynBaroT 3Hep-
reTMYyeckne LUMKMbI B KeTkax. Ha pubocomax
npoucxoguT cuHtes Genka (puc. 1.1, cm. UB.
BK/EWKY).

OpraHunsm 4enoseka coctout u3 105 kfeTok.
OHw 06pasytoT okoso 300 TUMOB TKaHEel, U3 KOTO-
pbIX COCTOAT OpraHbl U cuctembl. OgHaKO UMEHHO
KNeTka SBMAETCH Ba)KHEMWEl CTPYKTYpPHOW W
(hYHKLMOHa/IbHOWN eANHMLEN, TOW apeHoli, Ha Ko-
TOPOI pasbIrpbiBalOTCA COOLITUS, MMeEoLLe 3Ha-
YyeHune 4ns cyAbbbl opraHn3ma B Lienom.

OCHOBHO# CTPOWUTENbHbLIA MaTepman, U3 KOTo-
poro COCTOAT K/EeTKWU W TKaHW, — 6enku. Y Hux
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Yactb 1 O6ume Bonpochl

eCTb elle OfjHa BaXHas (PYHKUWA — OHUW ABNAIOTCA Katanu3atopamu,
YCKOPALWMMN 6OXMMUYECKME MPOLLECChI, TOT CaMblii 06MeH, KOTOpbIi
ABNAETCA OCHOBHbIM CBOVICTBOM XXW3HMW.

B opraHusme uenoBeka OKOJI0 COTHWU ThicAY 6enkoB. Ho nofobHo
TOMY, KakK 3[4aHus caMblX NPUYYAAUBLIX apXUTEKTYPHbLIX (POPM MOXHO
MOCTPOUTL 13 HEBONBLLOIO YMCNa Pa3HOBUAHOCTEN CTPOMTE/bHBIX MaTe-
pvanos, Tak 1 Bce MHOroobpasve 6enKOB COCTOMT BCero U3 20 aMuHo-
KUCNOT. BONbLIMHCTBO 6/KOB Y YesioBeKa COCTOMT M3 2 TbIC aMUHOKMC-
NOTHBIX OCTATKOB, OAHaKO W3BECTHbl W LENu, BKAOYaloLWwme Ao 5 Tbic
OCTaTKOB.

ViHopmaumsa o TOM, Kakue «KUPMnYMKU» 1 B KAKOM NOPAAKe LOJIXK-
Hbl PacrnonoXnTbCsa B A/IMHHON MONeKyne, 3akoguposaHa B AHK.

OHK npeactaBnset cob60il AMHHYIO 3aKPYUYeHHYHO B ABOWHYK Cnu-
panb MOfeKyny — MocaeA0BaTe/lbHOCTb HYK/IE0TUA0B, KaXKAbl U3 KOTO-
PbIX COLEPXXMUT OCTaTOK (hOCPOPHOW KMCNOThI, caxap (Ae30KCcMproo3y) 1
O4HO 13 YeTblpexX a30TUCTbIX OCHOBAHWIA. A30TUCTble OCHOBaHWA 0603Ha-
yaloT bykBamu A (ageHuH), T (TuMuH), I (ryaHuH) v L (4MTO3UH).

VX CTpOeHMe TakoBO, YTO OHW MOTYT pacnonaratbCs Apyr NpoTvB Apy-
ra To/IbKO CTpOro onpejeneHHbIM obpazom: A=T u '=Ll, T.e. BO3MOXHO
CYLLIECTBOBaHME TONLKO ABYX TUMOB nap Hykneotugos. ObpasosaHue nap
HYK/1IEOTU0B MPOUCXOAUT B COOTBETCTBMU C MPUHLMUMNOM KOMMJIEMEH-
TapHoe™ (puc. 1.2, CM. UB. BK/ENKY).

Kaxzable Tpy HykneoTnga o6pasytoT KOJOH (TPUMNJIeT) — eAnHuULY re-
HETNYECKOro KOfa, KOTOPbI 00bIYHO KOAMPYET BKOYEHMe O4HOW amu-
HOKMCOTbI. [ocnefoBaTeslbHOCTL KOAOHOB B FeHe OnpejesnifeT nocneso-
BaTeNbHOCTb aMMHOKMUCNOT B NOANMENTUAHOM Lenu 6enka, Kognpyemoro
3TUM reHom (Tabn. 1.1).

Tabnmua 1.1. TeHeTUYeCKMiA Kog

HassaHvie COOTBETCTBYHOLLYIE KOLOHbI
AMUHOKCIOTbI (TpynETB)
AnaHvH ruy, ruu, ruA, rur
AprvHUH LY, UL, UrA, LT, ArA, AT
AcnaparvH AAY, AAL

AcnaparvHosas kucnota  [AY, T'AL

BanvH Yy, ryy, ryA ryr
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OkoHuaHue Taon. 1.1

HassaHve COOTBETCTBYHOLLWIE KOLOHbI
aMUHOKVC/IOTbI (TpynNEeTB)
uetnanH LAY, LAL,
"nmumH My, rru, A, rrr
CnytamuH LAA, LA
["nyTammnHoBas Kucnota FAA, TAI
M3oneiuunH AYY, AYL, AYA
NeiiumH LYY, UYL, YA, LUYT, YYA YYT
JnsunH AAA, AAI
MeTnoHnH AYT
11ponu Ly, L, LuA, uur
( epyH YUy, YUL, YUA, yUI, Ary, Ary
1 po3nH YAY, YAL,
IpeoHuH ALY, ALILL, AUA, AUl
TpunTodaH yrr
®deHnnanaHnH YYY, ¥yl
LincrenH Yruly, yru
1myanio cnHTE3a AYT
( Ton-curHan YAA, YAT, YTA

W HacTosilee BPeMsi TPUMETHbIA KOZ MOMHOCTbIO paclund)poBaH u
M |y4eHbl ero CBOMCTBA: TPUMIETHOCTb — COYETaHWE TPeX HYKIeoTUA0B
\v (bIBAET «MMS» OGHON aMUHOKUCIOThI; HEMPEPBIBHOCTE — MeXAyY TpH-
MeTaMM HeT 3HAKOB MpPEenuHaHus, T.e. UH(HOPMAaLUS CUMThIBAETCS
HEMPEPbIBHO; HEMEPEKPLIBAEMOCTb — OAWH U TOT Xe HYKNeoTus He Mo-
*e| BXOAWTb OAHOBPEMEHHO B COCTAB JBYX WM 6OJiee TPUM/IETOB; OAHO-
uiM'iiiocTh — OnpefeneHHbIA KOLOH COOTBETCTBYET TO/MLKO OAHOW amMu-
HOKWC/IOTE; BbIPOXAEHHOCTb  (M3GLITOYHOCTE) — OfHOW W TOW e
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YacTtb 1 O6wme BoNpochl

aMMHOKMNCNOTE MOXET COOTBETCTBOBaTb HECKONIbKO KOAOHOB; YHWBEP-
CaNbHOCTb — EHETUYECKMI Kof paboTaeT 04MHAKOBO B OpraHn3max pas-
HOMO YPOBHSA CMI0XXHOCTW — OT BUPYCOB A0 YenoBeKa.

eH — KNKOYeBOe MOHATUE B reHeTMKe. [eH — y4yacTOK MOAEKY/bl
OHK, kogupyowmii nmbo nocnesoBaTeflbHOCTb aMUHOKUCOT B Gesike,
Nn60o pasHble BUAbI MONEKYN puboHyknenHoBowW kucnotbl (PHK), yua-
CTBYHOLLME B CUHTE3E Benka.

MecTo pacnonoXeHus reHa B XPOMOCOME Ha3blBatoT IOKYycoM. Ha ca-
MOM >Xe [lefle Kak CyMMa KOAWPYHLWMUX NOCNef0BaTeNIbHOCTel FeH 3aHU-
MaeT NMLLIb YacTb NOKyCa. eHbl COCTOAT U3 KOAMUPYHOLWMX YUYaCTKOB (3K-
30HOB), pasfiefieHHbIX Hekogupylowmmum (MHTpoHamu). Kpome Toro,
NPUCYTCTBYIOT HEOOMbLUMNE PErYNATOPHbIE YHACTKN.

PaccmMoTpuM, KaK NPOMUCXOANT CUHTE3 benka.

CHayvana nHhopmauu Hago cunTaTb. Ha aTom 3Tane ABOWHas mo-
nekyna OHK pacnnetaercsi, U Ha OLHON U3 €e HUTE CUHTE3NpPYyeTCs
HUTbL monekynbl PHK. OHa otnnyaetcd ot AHK Tem, 4to coctouT 13
OLHOW HWTW, UMeeT APYroli yrneBogHbI OCTaTOK — pubo3y, a a3oTu-
CTOe OCHOBaHMe TUMUH (T) 3aMeHeHO B Heil Ha ypauun (Y). 9T0T npo-
LleCcC HasbIBalOT TpaHcKpunumeld (0T nat. transcription — nepenucebl-
BaHue).

CurHTe31poBaHHas MOMeKyia MaTpU4yHOW pUBOHYKNIENHOBOW KNCNOo-
Tol (MPHK) nogBepraetcsd fononHUTeIbHbIM npeBpateHnsaM (puc. 1.3,
CM. LB. BK/elKy). B 601blUMHCTBE CnyvaeB McxofHas Monekyna MPHK
pa3pesaeTca Ha OTAefbHble parMeHTbl. OfHM (hparMeHTbl — HUTPO-
Hbl — pacLLEenATCA 40 HYKNEoTUAO0B, a APYyrue — 3K30Hbl — CLUMBa-
toTcA B 3penyto MPHK. TMpouecc coefuHeHns 3K30HOB «6e3 y3e/IKOB»
Ha3blBaloT crnalicuHroM. Takum 06pa3om NPOMCXOAUT NPOLECCUHT (CO-
3peBaHue) — obpasosBaHue mMonekyn MPHK, npegcraensiowmx Henpe-
PbIBHYIO NOCNef0BaTe/IbHOCTL HYK/IEOTUAO0B, KOMM/IEMEHTAPHYO0 TO/IbKO
3K30HaM.

[Janee monekynsl MPHK BbIXOgAT U3 fgpa B UMTOMNA3MYy U COEAUHSA-
oTCsA C pubocomamu, rae NPOUCXOAUT npouecc TpaHcnauun. TpaHcns-
LMS 3aKK0YaeTCs B CUHTE3e NONUNENTULHONM Lenn B COOTBETCTBUM C UH-
thopmaumein, 3akoanpoBaHHoON B MPHK.

MonHOCTLIO NpoLecc Nepegayn reHeTUYeckoin nHpopmaunn ot AHK
c nomowpbto PHK Kk 6Genkam HasbiBalOT 3kcrpeccueld (paboToid) reHa
(puc. 1.4, cMm. UB. BKNEWKY).

MocnenoBaTeNbHOCTL MAaTPUYHbIX peakuunii npu 6uocuHTese 6enkos
MOXHO NPeSCcTaBuTb B BUAE CXEMbI.
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HeTpaHckpubupyemas uenb AHK AT T rruy TAT
TpaHckpubmpyemas Lens AHK T A LU u yr AT
TpaHckomnus AHK 7 u U
KogoHbl MPHK AY T rru YAY
TpaHcrsau MPHK U U
AHTUKOAOHbI TPHK Y A 4 L ur AYA
AMUWHOKMCNOTLI 6eiKa MeTWoHWH nuymH TuposnH

OblLuee uncno reHoB y yenoseka npesbiwaet 30 Toic. Jonroe Bpems
CUNATa/IM, YTO OfUH reH COOTBETCTBYET OHON Mosiekye 6enka (LeHTpasb-
Has 4OormMa MOonekynspHoi 6uonorum). OfHaAKO 3aTem 6blI0 MOKAa3aHo,
YTO OAHY GENKOBYK MOMEeKy/ny MOryT KOAMpOBaTb fBa M 60fiee reHos.
J1 nocne 3aBeplieHMs nporpaMmMbl «['€HOM Ye/OBeKa» 0Kas3anocb, YTO
OAVH TeH MOXET KOAMPOBaTb HECKO/bKO GenKOoBbIX MOJiEKYn Gnarogaps
CNOXHBIM MexaHu3MaM Perynauuu.

eH onpegenset npusHak. NpusHak — @eHoTUNNYECKoe nposiBneHne
IcHa, dhakTopa BHELLHEN cpeabl UK NX COBMECTHOTO AeCTBMUS, efuHNLA
KaKoW-TO ANCKPETHOCTM YeN0BeKa, M0 KOTOPOW OAMH OpraHu3M oTanya-
I'rem oT gpyroro (UBeT rnas, macca Tena, rpynna Kposu u 1.4.). Ipu3Haku
[endTcs Ha HopMasnbHble (MPosBAfAOLMeca B Mpefenax YCTaHOBNEHHbIX
[HS HVX FPaHuL) 1 NaTonornyeckre, BbIXOAALLME 38 rpaHuLbl, 160 HO-
TC. MaTtonornyeckne NPpU3Hakm —CUMMNTOMBI.

COBOKYMHOCTb MPWU3HAKOB [AHHOr0 OpraHu3Ma HasblBaloT (DeHOTU-
nom. Tak >e, KaK 1 nNpu3HaK, PeHoTun MOXeT BbITb HOPMasibHbIM Y Na-
n(nornyeckum. Ecim peyb MAET O COBOKYMHOCTW HOPMasbHbIX MPU3Ha-
KO —3TO HOpPManbHbIA heHoTun. MaTonornyeckuii peHoTUN — COBO-
KYMHOCTb OMNpefefieHHbIX MaTonorMyecknx Npu3HaKoB, BbISBASAEMbIX Y
WLUMHOTO UHAMBMAA HA (DOHe ApYrvMX HOpMasibHbIX MPU3HAKoB. [latosno-
Inueckuii eHOTMN onpedensieTcs ele Kak 601e3Hb Un cuHApPoM. B Ha-
Nosi Lee BPeMs YMCNO M3BECTHbIX Bpavyam HacneACTBEHHbIX 60ne3Hei
YesioBeKa HaCUMTbIBAET HECKOJIbKO ThICAY.

COBOKYMHOCTb FeHOB OpraHu3ma, nposiBAAILWNXCA PeHOTUNUYECKN,
Ha3bIBaKOT FEHOTUMOM.

CnepyeT pa3nuuaTb NOHATUSA FEHOTUM U FreHoM. eHOM — o6Luee KO-
nnuyectBo A HK B rannomgHom Habope (3TO NOHATME OnpegensieTcs ganee
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Yactb 1 O6ume Bonpochl

B 3TOli rnaee) Xxpomocom, T.e. BcA L HK. FeHOM YenoBeka cogepXxuT 60-
Nee 3 Mp4 nap HyKNeoTnaos (M.H.), U b HeGObLUIYIO YacTb 3TOr0 KO-
NINYEeCTBa COCTAB/IAIOT TeHbl. Y YefioBeKa HeKOAUPYIOLWaa «Monyallas»
OHK cocTaBnset npumepHo 34 reHomMa, a reHbl pacnpefesieHbl B HereH-
Holi AHK, no 06pa3HOMY BbIpaXeHMWHD, KakK OCTpOBa B OkeaHe. [0 cux
nop ponb HereHHow A HK ocTaeTcs 3aragkoi.

COBOKYMHOCTb FEHOTUMOB BCEX 0CO6El MONyNsLMN Ha3bIBAKOT reHO-
(hoHZOM nonynauun.

Y CTaHOBNEHO, YTO OAHOW XPOMOCOMe COOTBETCTBYET OfHa MOJIEKY-
na AHK. B agpax ayKapuoTU4YecKnx KNeTtok Komnnekc monekyn AHK
C 0cobbiMn 6enKOBbIMW MONeKynaMmn (FrMCTOHamMu) HasblBaeTCs Xpo-
MaTWUHOM.

O6uwas annHa Bcelh JHK B KNeTKe 4YenioBeKa COCTABMAET MOUTU 2 M.
3TN ONIHHbIE HUTW LO/MKHbLI YMECTUTLCA B AApe KNeTKN AUaMETPOM He-
CKO/IbKO MUKPOH, fia eLlie NOTOM W NOLENNTLCA Ha ABe JoYepHUEe KNeTKW.
[ns Toro 4yto6bl 370 6bINI0 BO3MOXHO, CYLLECTBYHOT CreLuaibHble Mexa-
HU3Mbl KOMMNakKTU3auuu. Mpeactasum cebe, YTO B KOP3NHKE Y BA3ANbL M-
Ubl JO/KHbI YMECTUTLCA HUTKU. [Nng 3T0ro ux Heo6Xxo4MMO CMOTaTb B
MOTKM 1 KNyokun. Monekynoel JHK HamaTbIBalOTCA HA FTMCTOHOBYHO OCHO-
BY, 06pa3ys «KnyBouKu», KOTOpbIE HAa3bIBAOT HyK/eocoMamMu. 3To obe-
cneynBaeT KOMMNaKTM3aLno XxpomatHa B 6— pa3s. Eue B 40 pa3 Komnak-
THee XPOMOCOMbl CTAHOBATCA, KOrfa HYKNeoCOMbl 3akpy4yusatoTca B
cnvpanb. JanbHelillee yNnoTHEHMe MOXET MPOMCXOANTb 3a cHeT 06paso-
BaHWA MeTenb BAO/Mb XpomaTuHa. Elle 6onbliee yBenMyeHne KOMNaKTU-
3aumMun BefleT K Mepexofy XpoMaTuHa B HEAKTUBHOE COCTOsHMe. lMpowuc-
XOAWT crupanusauus MoJieKyn W MosBMeHWe MNOTHbIX, BUAUMBIX B
CBETOBOV MUKPOCKOM 06pa3oBaHNii — XpoMOMepP — OfHUX U3 MPOMEeXY-
TOYHbIX YPOBHEN KOMNAKTU3aLUN XPOMaTUHA.

KoMNaKT130BaHHbIA XpOMaTuH MNpeacTaBnseT coboii retepoxpoma-
TWH, AeKOMNaKTU30BaHHbI — 3yxpoMaTuH. CTeneHb KOMMAaKTU3aLuu
XpOMaTUHa OTPaXaeT ero PyHKLUMOHaNbHOe COCToAHME. [TeTepoxpomaru-
HOBbIE YYaCTKN (PYHKLMOHANbHO MeHee aKTMBHbI, YeM 3yXPOMaTWHOBbIE,
B KOTOPbIX COCPeAoTOYeHa 60/bluasd 4yacTb reHoB. HUTb XpOMOCOMbI He-
04HOpOoAHa no Bcel anvHe. Mpu cneymanbHoi 06paboTke ayxpomaTuye-
CKMe U reTepoxpomMaTnyeckme paiioHbl OKPALLIMBAOTCA C Pa3HOM UHTEH-
CUBHOCTbIO, 06pa3ys YepefoBaHWe CBET/bIX M TEMHbIX MOSOCOK Pa3HOW
WMpWHbI. Habop aTnx nonocok (63HA0B) cneuuguyueH ans Kaxaon xpo-
MOCOMbI, YTO MO3BOJISIET He MPOCTO pacnpegesimTs XpOMOCOMbI MO rpyn-
nam, HO 1 NPUCBOUTb KaXKAOW 13 HUX CBOI HOMEp.
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Uem 6onee augyseH XpoMaTuH MHTepdas3HOro s4pa, TeM akTUBHee B
HeM MPOXOAAT CMHTeTUYecKue npoueccbl. CHUXKEHME YPOBHSA CUMHTE3a
OHKuPHK B knetkax 06b14HO CONPOBOXAAETCA YBENMYEHUEM KOSUYe-
CTBA KOMMAaKTM30BaHHOIO0 XpomatuHa. MakcuManbHO KOMMAaKTU30BaH
XPOMATVH BO BpEMSA MUTO03a, KOrda ero 06Hapy>KuBatoT B BUAE MNOTHbIX
TefeL, —XpOMOCOM.

Kaxgas XpomMocoma VMeeT MEePBUYHYIO MEepeTsHKKY, Has3blBaeMyto
LieHTpomepoii. [onoXxeHre LeHTPOMEPbI ABSETCS CTPOro PUKCUPOBaH-
HbIM /19 KXKAO0W XpOMOCOMbI 1 onpegenseT ee gpopmy (Tabn. 1.2; puc. 1.5,
CM. LB. BK/EWKY).

PaznnyatoT TpM Tna CTPOEHMS XPOMOCOM:

—aKpoLeHTpryeckne (XpOMOCOMbI C OYeHb KOPOTKUM, MOYTH
He3aMeTHbIM BTOPbIM M/1IeYOM);

—CcybmeTaueHTprYecKne (C nieyamm HepaBHOM LVHbI);

—meTaueHTpuyeckne (X-obpasHble XpPOMOCOMbI, Ob6nagaroline
nae4yamun paBHoON L4NHBI).

Mg 1.2. Cogepxanne AHK 1 nonoxeHue LEHTPOMEPbI B XPOMOCOMaX

Movep OtHocuTesbHoe OTHoLLEHVE pa3vepa [y IMHHOMO
XPOMOCOMb | kormuectso [AHK, % rnreva K 4siviHe BCeii XPpoMOCOoMbl
i 4,32 0,51
2 4,22 0,61
3 3,49 0,53
4 3,34 0,72
5 3,20 0,73
6 3,02 0,65
7 2,77 0,61
X 2,70 0,62
8 2,55 0,67
9 2,37 0,65
10 2,33 0,69
n 2,38 0,59
© 2,35 0,72
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Yactb 1 O6uime Bonpockl

OkoHuaHue Taon. 1.2

Homvep OtHocuTesbHoe OTHoLLEHVE pasvepa 4/IMHHOMO

XPOMOCOMBb| kormuecTBo JHK; % rrieva K 4/iviHe BCei XPOMOCOMbI
13 1,86 0,85
14 1,80 0,85
15 1,69 0,84
16 155 0,60
7 149 0,68
18 140 0,75
19 108 0,55
20 120 0,55
2 0,82 0,76
2 0,86 0,77
Yy 0,92 0,76

Kaxapblil B4 vMeeT CTPOro onpejeneHHOe KOAMYECTBO XPOMOCOM
onpejAeneHHON CTPYKTYpbl, WU N060e OTKIOHEeHWE MpefcTaBnseT coboi
myTaumto. OnpegeneHHbll Habop XPOMOCOM (KONWYECTBO, pa3Mepbl,
CTPYKTYypa) y ocobeii 0fHOr0 BuAaa NpeAcTaBaseT kapuoTtun (puc. 1.6).

XPOMOCOMHbIi Habop COMaTUMYECKUX KETOK 4YesioBeka COCTOUT W©3
46 xpoMocoMm, 06pa3yroLLmMX napbl. 22 napbl COCTOAT U3 XPOMOCOM, Ha3bl-
BaeMbIX ayTocomMamu. XpoMocoMmbl 23-ii Napbl 6bIBalOT ABYX BMAOB. Kpyn-
Has XpOMOCOMa, HarmoMuHaroLas no CTPYKType 6YKBY «X», TaK U Ha3blBa-
erca — X-xpomocoma. Bonee menkas, CO CMELLEHHON LEeHTPOMepoi,
HarnoMuHaeT BykBY «Y» W Ha3blBaeTCH, COOTBETCTBEHHO, Y-XPOMOCOMA.
VIMEHHO 3TV XPOMOCOMbI OMpPefeNatoT MoJi, MO3TOMY WX Ha3biBaKOT MOJ0-
BbIMU XPOMOCOMaMW (reTepoXpoMOocoMamu). XKeHCKMe KeTKU B HOpMe
cogepXat fBe X-XpPOMOCOMbI, & MYXCKue — ofHy X- U 0fHy Y-Xpo-
MOCOMY.

CyLecTBYIOT OMnpefeneHHble npasuia 0603HaveHns kapmotmna. CHa-
Yasa YyKasblBalOT 06Llee 4YMCNo XPOMOCOM, 3aTeM — Kakue TMO0JoBble
XPOMOCOMbI BXOLAT B XPOMOCOMHbIA Habop. [Janee nepeyncnsioT, Ka-
Kne OTK/IOHEHWA OT HOPMbl BCTPEYaloTCs Y JaHHOT0 UHAMBUAYYMA.
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YacTtb 1 O6uime Bonpockl

Tak, HOpMasbHbIA KapuoTUM XXEeHWMHbI 6yfeT 3anncaH Kak 46, XX;
HOPMa/bHBIA KapuoTMn MyX4nHbl — 46, XY. Ecnm B KNeTKax, Hanpu-
Mep, NPUCYTCTBYET /INLWHAA XpoMocoma (npu cuHApoMe JlayHa — Xpo-
mMocoma 21), KapnoTun 6yfeT 3anucaH cnegytowmm obpasom: 47, XX, +21
(8ns xxeHWMHb!) nnn 47, XY, +21 (a1 My>XUUHbI).

OpHako He Bca OHK KneTOoK BXOAWT B COCTaB XpPOMOCOM. YacTb
reHeTU4Yeckoro matepuana (npumepHo 5%) fiokann3oBaHa B MUTOXOH-
LpVAX 1 HasbiBaeTca MuToxoHgpuansHoi AHK. C HapyweHusmm MuTo-
xoHapuansHoit AHK cBfA3aHbl HEKOTOPble HacnefCTBEHHble 60/e3HN
Yyenoseka.

Bo BCex K/eTKax MHOrOK/IETOYHOrO OpraHuM3Ma KoJIMYecTBO XPOMO-
COM W3 NOKONEeHWs B MNOKONEeHWEe He U3MeHsAeTCA. 3TO NMOCTOAHCTBO 0be-
CreynBaeT MWUTOTMYECKOE fJefieHWe KeTok (Muto3). COOTBETCTBEHHO,
LUMKN Aensweica KNeTkn HasbiBalOT MUTOTMYECKUM LuKIoM. Ho nepeg
TEM KakK Npov3oigeT feneHune, KOMMYECTBO FEHeTMYeCKOro marepuana
LOMKHO yaBouTbea (puc. 1.7, cM. UB. BK/eiKy). Ha HekoTopoe Bpems
[BOIiHAA crupab pacn/eTaeTcs, W Ha KaX4OW HUTK, Kak Ha martpuue
COrlacHO MPUHUWMY KOMMIEMEHTAPHOCTU, CUHTE3MPYEeTCAa TOoyHas ee
Konusa (pegynnvkauusa mosiekynbl). CTafuio MUTOTUYECKOrO LUMKNa, Ha
KoTopoW ocywectensietcst cuHTes AHK, HasbiBaoT S-tha3oil (0T cnosa
«CUHTE3»). NpefLecTByOWYO eMy CTaautio HasbiBaloT G |-tha3oii, a no-
cnegyrowyto — Gj-thasoii. Bmecte G,, S, G2cocTaBnatoT nHTephasy —
MPOMEXYTOK MeXAY ABYMS KNeTOYHbIMU AefleHnamMun (Muto3amu). Ecim
KMEeTKW He [enaTcd U HaxoAsdTcsa B COCTOSHMM MOKOS, TOBOPAT, YTO OHU
HaxopsTca B CO-hase; mocne CTUMYNALUU OHWU MOTYT HayaTb LENUTLCA U
nepeiigyT B 0,-(hasy.

OpfHa HuTb AHK B Xpomocome Ha3biBaeTCca XpoMaTugoi. Takum 06-
pasom, go cuHTesa AHK, B G,, Kaxaasd XpoMocoma COCTOMT U3 OfHOM
xpomatrugbl. B S-haze npoucxoauT yasoeHue konudectea AHK, n B G,
KaXkaash XpOMOCOMa COCTOUT YiKe U3 BYX XPOMaTHA.

MuTO3, B CBOK 0Yepefb, YCNOBHO pa3fenatoT Ha 4 ¢asbl (puc. 1.8,
CM. LB. BK/ENKY).

I. Mpodasa (nepsas asa feneHua). AByxpomaTuiHble XpPOMOCO-
Mbl CNINPaNU3yroTCA, A4PbILWKN PACTBOPAOTCA, LEHTPMOIMN PACXOAAT-
cq, AfepHaa 060/104YKa pacTBopseTcs, 06pasyloTCA HUTWU BepeTeHa
fenexus.

I1. MeTachasa (pasa ckonneHms XpoMocoM). HUTK BepeTeHa feneHuns
NMPUCOEANHAIOTCA K LIEHTPOMEPaM XPOMOCOM, ABYXpPOMAaTUAHbIE XPOMO-
COMbI COCpPefoTOYMBAIOTCA Ha 3KBATOPE KNETKW.
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I1l. AHahasa ((ha3a pacxoXAeHnsa XpomocoMm). LieHTpomepsbl gensTes,
O/THOXPOMATUAHbIE XPOMOCOMbI PacTArMBalOTCA HUTAMMW BEPETeHa Aefie-
HUS K NOMHOCaM KNeTKM.

IV. Tenogasa (asza okoHYaHUA feneHus). OLHOXPOMATUAHbIE XPO-
MOCOMbI flecnupanu3yroTcs, ChOpMUPOBbLIBAETCSA AAPBILIKO, BOCCTaHaB-
LUMaeTcs AgepHas 060/104Ka, Ha 9KBATOPe HaYMHAET 3aK1aAblBaTbCA ne-
pc! opodKa Mexay KneTkamu, pacTBOPSAIOTCA HUTU BepeTeHa AeneHuns.

CnoxxHee MpoMcxXoamT npouecc 06pa3oBaHMSA MOMOBbLIX KIETOK.
[Hs 3apoXaeHNs HOBOI XN3HU HEOBXOLUMO CMSAHUE [BYX POAUTESb-
I mix KNeToK, Ha3blBaeMbIX rametTamy — ANLEKIETKN 1 CnepMaTo3omnaa.
Mocne ux cnuaHus obpasyeTca 3Urota, U3 KOTOPOW pa3BuBaeTcs Op-
HliHTIM.

Mpouecc, NpuBoAALLMIA K 06pa30BaHNIO raMeT, Ha3blBaeTcs Melio30M
1 COCTOUT W3 [BYX MOCNef0BaTebHbIX MPOLECcoB AeneHns. MelioTuue-
BKVe [le/IeHNs Ha3blBalOT, COOTBETCTBEHHO, NepBbIM U BTOpPbIM. Kaxzoe
1 1 H1X, NOJOBHO MUTOTUYECKOMY AENEeHNI0, MPOXOAUT Te Xe (hasbl, 4To 1
npu MUTOTUYECKOM feneHun —npodasy, MeTtadasy, aHagasy 1 Tenoda-
n 1lpy BTOPOM [e/IeHUN He NPOUCXOANT YABOEHWUSA FeHETUYECKOro MaTe-
puana, a Kaxgas U3 LOYepHUX KNeToK (rameTt) nonyyaeT NuLlb OfHY W3
JHyX NapHbIX TOMOJIOTMYHbIX XPOMOCOM. TakuM 06pa3omM, YMC/I0 XPOMO-
i MM 1 rameTax y YenoBeka cocTasnsieT 23, U Takol Habop HasblBatOT ra-
naougHbIM HabopoM. IMocsne cnuaHua ramet obpasyeTcs 3Mrota ¢ Aunso-
HAMBIM HabopoM, cogepXKalinm 46 XpOMOCOM.

Il mpochaze nepeoro MmMTO3a NPOUCXOLMT OYEHb BaXKHbI Mpouecc
obMeHa reHeTMYeCKMM MaTepuanoM, HasblBaeMblii KPOCCUHIOBEPOM
(puc. 1.9, cm. uB. BKNeliky). OH 3aK/1t04aeTcs B TOM, YTO FOMOJIOrNYHbIE
XPOMOCOMbI (HAMOMHMUM, 4TO KaXfas U3 HUX COCTOMT U3 ABYX XPOMATUA)
>X0nUTCA (KOHBIOTMPYIOT) M 06pasytoT CTPYKTYpPbl U3 YETbIPEX XPOMaTH.

li ne npoucxofnT 06MeH yyacTKamy Mexay roMonorMyHbIMU XpomaTu-
| ow Mecta o6MeHa Ha3biBAOT XMa3mMaMu: Mpu Noc/eaytoLemM pacxo-
SAMHAY XPOMOCOM OHW OCTAlOTCA HEKOTOPOE BPEMS CBA3aHbl B TOUKAX,
| 1 npounsoLlen KPoCCUHIoBep, MOPJOIOrNYECKN 3TO HAMOMUHAET BYK-
M “X® 4yTO 1 OTPAXKEHO B Ha3BaHMMW. Y YesloBeKa Ha XPOMOCOMHbI Ha-
60p npuxogutcs ot 35 A0 66 xmasm (M faxe Ao 100y )eHLWmnH). Hackonb-
KO Ba)XEH 3TOT NPOLECC, FOBOPUT TOT (PaKT, UTO Y XKEHLLMH npodasa 1-ro
Mcii03a aKTMBHO NPOTEKaeT B TEUYEHME HEeCKO/bKMX MeCALEB B Nepuog
WL, PryTPOBHOr0 pa3BUTMUSA, & NOMHOCTHIO 3aKAHUMBAETCA TO/IbKO K mo-
ML Y OBYIALMUW YXKe B MOIOBO3PENOM BO3pacTe, a 'y MYXUWH AIUTCS
31 ’Scyr.
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Yactb 1 O6Lme BOMpoCkl

3TOT MexaHuU3M WrpaeT BaXHYI0 PoO/ib B POPMUPOBAHUU TeHeTuye-
CKOW n3meHUMBOCTU. Ecnu 6bl He 6b110 KPOCCUHIOBEPA, FTEHETUYECKNI
mMatepuan nepefasainca 6bl B NOJHOM 06beme OT 6abylwlek u feay-
ek BHyKam. OHaKO KPOCCMHIOBEP MOXET W He MpOoM3oiTn. ameThl,
B KOTOpPblE NOMann XpoMaTufibl, He NpeTepreBLlINe KPOCCUHIOBEP, Ha-
3bIBAOT HEKPOCCOBEPHbLIMU (MX 06bIYHO 60/bLUE); raMeTbl, B KOTOpPbIE
nonann npeTepresLIVe KPOCCMHIOBEP XpoMaTuAbl, Ha3blBalOT KPOCCO-
BEPHbIMU.

HopManbHbI XXeHCKWIA KapnoTun —46, XX, N03TOMY B XXEHCKOI ra-
meTe (AliLekneTke) Bcerga MpUCYTCTBYET TOMbKO X-Xpomocoma. A BOT
MY>KCKUe rameTbl (CrnepmMaTo3oufpl), U3-3a TOro YTO KapuoTun Hopmasib-
HOro My>X4uHbl — 46, XY, MOryT HecTu N0yt 13 NON0BbIX XPOMOCOM:
kak X, Tak n Y. Mon 6ygyuiero pebeHka 3aBUCUT OT TOr0, Kakoil cnepma-
To3oug OyneT yyacTsoBaTb B popMMpoBaHMM 3urotel (puc. 1.10, cm. UB.
BK/eliky). Takum 06pa3om, MMEHHO OTLbl ONPefenstoT, KTO Yy HUX POAuT-
€1 —CbIH WK [0Yb.



KOHTPOJIbHbIE BOMPOCHI

KakoBa B3aMMOCBS3b Mexay CTpoeHuem Mosnekynbl AHK u BbI-
MOJTHAEMbIMM 0 (DYHKLMAMUN?

Kak Bbl MOHMMaeTe BblpaXeHue: «'eH — efMHULA HaCcNeACTBEH-
HOW MH(hopMaLnn»?

Kakum 06pa3om uHpopmaums o CTPyKType 6enKOBOW MONEKy/bl
nepesaeTcs K MecTy ee c60pku?

PackpoiiTe B3aMMOCBSi3b MEXAY reHOM W 6enKOM, MPU3HAKoM K
(heHOTUMOM.

Uto Takoe KapmoTun? YTto npeactaBnseT co60i KapnoTun YenoBeka?
Buem cocTOMT 6MONOrMYECKMIA CMbICT MUTO3a?

B pe3ynbTate Meii03a 06pasytoTcs reHeTUYeCKM HEOAUHAKOBbIE ra-
MeTbl. O6bACHUTE, MOYeMy 3TO npoucxoguTt? B uem 6Guonormue-
CKWIA CMbIC/ JAHHOT O ABMIEHNA?

nnmewdoH UOHHBELITOLOBH ULBLNIOH T W3]



TEMA 2

34

3AKOHOMEPHOCTN
HACNELOBAHNA.
B3AVMO/IENCTBWE FEHOB

aKOHOMEPHOCTU HacnefoBaHNs Brepsble chop-
3 My/nMpoBan aBCTPUICKUIA MOHax "'perop MeH-
fenb B 1865 r. OH cKpelwmBan pasHble copTa ro-
poxa W aHanM3uMpoBas 4acTOTy BCTPEYaemMocTu
NPU3HaKoB Yy rubpuaos. B xoge nepBbiX ONbITOB
OH ob6palian BHUMaHWe TOMbKO Ha OAWH Npwu-
3HaK — OKpacKy ceMsH. Takoe CKpeliuBaHue Ha-
3bIBaeTCA MOHOTMOPUAHBLIM. epes Tem Kak Heno-
CPEACTBEHHO MepeiT K 3KCNepMMeHTam, OH B
TeueHue 2 net oT6bUpan pacTteHus, garloLive ceme-
Ha TONbKO OAHOrO LBeTa, YTOObl NOAYYUTb YUCTbIE
NVHUA.

HacnegosaHue npu3Haka MOXHO U3y4yaTb
TONLKO B TOM C/ly4ae, eciv 3TOT NPU3HaK cnoco-
6eH HaxoAWTbCA B HECKONbKUX COCTOSHUAX. [Mpu
3TOM Yy KaXAoi 0coOM NpU3HaK MOXET WMETb
TOMIbKO OAHO 3HayeHue (Haxo4MTbCA TONbKO B
OZlHOM COCTOSIHUW).

MepBOHaYaNbHO NPU3HAKK Ha3blBanW annens-
Mu. T1o3Xe cnosa «anenb» U «reH» CTanu yno-
TPebnATb Kak CUHOHUMbI. AnNe/bHbIe [eHbl
(reHbl, onpefenslWmne OAUH U TOT Xe Npu-
3HaK) pacnonoXeHbl B OAHOM W TOM e /IOKyce
roMofIormyHbIX Xxpomocom (puc. 1.11). Y ofHoro
OUNIONLHOIO OPraHn3ma MOXeT 6bITb He 60/bLue
[BYX annenein ogHOro u TOro xe reHa. Hanom-
HWM, 4YTO OT Ka&XAOro M3 poauTeneii nonyueH
O[fIUH TeH.



FOMONOIrNYHblE XPOMOCOMbI

aJ/1/1e/ibHble TeHbl

I'm. 1.11. AnnenbHbIe FeHbl

AnnenbHble TeHbl MOTYT OMpefeNsTb OAWHAKOBbLIE MU MPOTMBOMO-
ul.+Hbke (aNbTEPHATUBHbLIE) MPOSABEHNS OAHOTO MPU3HaKa.

VB nepBoM 3Tane MeHAenb NOMYYUn IMHUKA PacTEHWIA C CEMeHaMW
4r NOro 1 3eM1eHOTO LBeTa. Mpy CKpeLLMBaHWK B NEPBOM MOKO/IEHWUM BCE
pT 1MN1VH menu xenTble cemMeHa (efuMH006pasve rmbpuaoB Nepeoro no-
o nuust). OB603HAUMM TeH, OMPEAENstOWNIA XKENTYID OKPacKy CEMsH,
*IMMOIOM A, a aNfieNbHbI TeH, ONpPesensoWwnil 3efIeHYH OKPacKy, CUM-
MATIOM a.

( XemaTuM4ecKky 3TO MOXHO MpPeSCTaBUTh TakK.

'0nMTCAbCKME opraHu3mel (P) AA (kenTble) Aa (3eneHble)
ametbl A a

lutomkn (nepsoe nokonexue) (F1) Aa (kenTble)

l.Ikum o6pa30M, nocne nepesoro CkpewmBaHna sCce NOTOMKU NMe-
0l /mn pa3HbIX annenbHbIX reHa: Ana |_|pl/l ,ﬂ.aﬂbHeVlUJEM CcKpewnea-
HUM KaXXdad U3 poAUTENbCKUX TFaMeT MOr/a HECTU nnéo reH A, nnbo
M 1,
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YacTb 1 O6uime BOMpoChI

B cneaytolem nokoneHun Habnwoganu (tabn. 1.3):

Tabnmua 1.3. HacnegosaHue NpusHaKoB NPyt MOHOTMOPUAHOM

CKpeLymBaHum
? ramvetol 0' ravetbl
A a
A AA (>kenTble) Aa (>KenTble)
a Aa (>KenThble) aa (3eneHble)

Bo BTOPOM MOKONEHMM YaCTb MOTOMKOB MMe/a CEMEHa 3€/1EHOr O LiBe-
Ta. OTHOLUEHME pacTEHUIA C CEMeHaMM XKENTOro M 3eN1eHOr0 LBeTa OKasa-
nock 3.1 (puc. 1.12, cm. UB. BKNIeiKY). 3TOT (hakT 06bsAcHAeTCA 6narogaps
3aKOHY paclyenneHns, KOTOpblli Ha3biBAKOT elle OCHOBHbIM 3aKOHOM
MeHgens. 3aKoH paclyensieHns rnacuT: BCe MPU3HAaKU NpescTaB/eHbl Y
WHAWBMAA Napoii HacneACTBEHHbIX eaunHmLy, (reHos). Mpu obpasosBaHMm
ramMeT OHW NOMNajaloT B pas3Hble raMeTbl BCAEACTBME PACXOXAEHWUS FOMO-
NOTUYHBIX XPOMOCOM.

BTopoii 3aKOH — 3aKOH YMCTOTbI rameT: Kaxgjas ramera HeceT NuLb
OJVH TeH, KOAMPYIOLWMIA AaHHbIA Npu3Hak. KneTku, KOTOpble HecyT an-
Nenu ToNbKo ofHoro Tuna (AA, aa), Ha3biBalOT FOMO3UTOTHbIMU. KneTku,
HecylL e ABa pasHbIxX annens {Aa), Ha3bIBalOT reTepo3nNrOTHbIMM.

"eH, KOTOpPbIA MOXET NPOABNATLCA TO/IbKO B FOMO3UIOTHOM COCTOA-
HWM, Ha3bIBAIOT PELLECCUBHBIM (B HaleM npumepe —a). [eH, NposBAsio-
LW MIACA Kak B FOMO- TakK U B FeTepO3MroTHOM COCTOSIHAW, Ha3blBAlOT A0-
MUHaHTHbIM {A). Takum 06pa3om, y 34 pacTeHuii cemeHa 6yayT UMETb
XKeNTYro OKpacky, npuyem '/46yayT romosurotHeiMu (AA), a '/ 2—reTepo-
3UroTHbIMU (Aa). [OMO3UIOTHbIE PACTEHMUSA C 3efIeHbIMW CEMEHaMK (aa)
COCTaBAT Y YacTb.

Y nofeid LOMUHAHTHBIMWU ABAAIOTCS, Hanpumep, TEMHbIA LBET BO-
Noc, Kapuie rnasa, a peLeccrBHbIMU —CBET/Ible BOMOCHI U Cepble UK ro-
ny6ble rnasa. CTPoOro rosops, LBET a3 M BONOC 3aBUCUT OT HanMuums
NUrMeHTa 1 Hacnegfyetcs 6onee CNOXHbIM 06pa3om, N0 NOAUTEHHOMY
Tuny (Tak e, Kak 1 LBeT KoXu); 06 aTom 6yaeT noapobHee pacckasaHO
HUKe.

Mpu aKCnepyMeHTaNbHON paboTe MOXKET BO3HNKHYTb HE06X04MMOCTb
onpefenuTb reHOTUN 0CO6W C MPOABAEHWEM AOMWHAHTHbLIX MPU3HAKOB
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(ABNsETCA MM OHA FOMO- WAW reTepo3uroToit). [ns aToro NPoBOAAT aHa-
NN3NPYIOLLEe CKpeLLuBaHme JaHHON 0cobu ¢ 0COObI, FOMO3UTOTHON MO
peueccmBHOMY annento (aa). Ecnm oHa 6bina romosnroTHoi (AJT), To Bce
MOTOMCTBO MEPBOr0 MOKONeHWUa 6yaeT efMHOO6Pa3HO U NPOABMTCA A0-
MWHAHTHbIV NpU3HakK (Aa).

0”’ramveTbl
¥ ramvetbl
A A
a Aa aa
a Aa aa

Ecnm e ocobb 6bina retepo3uroTHoi (Aa), To cpean NMOTOMKOB Mep-
BOr0 NMOKO/IeHUs ByayT C paBHOM 4acTOTO BCTpeyaTbCsi 0C06M, Y KOTO-
PbIX MPOSABASIOTCA JOMUHAHTHBIE U PELLECCUBHbIE MPU3HAKMN.

0* ravetol
¥ ramvetol
A a
a Aa Aa
a Aa Aa

Bonee cNoXHble 3aKOHOMEPHOCTY HABGMIOAAIOT NPU U3YUYEHUN Hache-
[0BaHNs BYX PasHbIX MPU3HAKOB —AUTMGPUAHOM CKpelmBaHum. B ce-
pumn 3KcnepumeHToB . MeHeNb CKPeLLMBan PacTeHNs C XXeNTbIMU Kpy-
rNbIMW CeMeHaMK (JOMMUHAHTHbIE MPU3HaKK A, B) 1 pacTeHUs ¢ 3e/1eHbIMM
MOPLLMHUCTLIMM CeMeHaM (PELLeCCUBHbIE MPU3HAKK @, b). Mpr3HaKKM Ha-
CNepytoTcs He3aBUCKMMO. Kak v Mpy MOHOTMGPUAHOM CKpELLMBaHUMU, B
MEepPBOM MOKO/IEHNW BCE CEMEHA [EMOHCTPUPOBAN AOMUHAHTHbIE MPU-
3HaKM, OHW GbINN XENTIMU KPYTbIMU (prc. 1.13, CM. UB. BK/EViKY).

Poautensckime KneTkn AABB aabb
["ameTbl AB ab

MoToMKKM (NepBoe MOKOMEHNE) AaBb
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YacTb 1 O6uime Bonpocsl

Bo BTOPOM MOKOMIEHWN BCTPEYAIUCH XKENTble KPYT/ible, 3eNeHble Kpy-
r/ble, XenTble MOPLMHUCTBIE W 3e/1eHble MOPLLMHUCTbIE CEMeHa B COOT-
HoLweHun 9:3:3:1.

Ecnu paccmaTpmBaTh COOTHOLUEHME MO KAKOMY-TO O4HOMY MPU3HAKY,
oHo cocTaBuT 3:1. Kpyribix ceMsH (He3aBuMCUMMO OT LBeTa) byger 12 u3
16, a MOPWMHUCTbIX — 4 13 16. AHQOTUYHO, XENTbIX CEMSH Pa3HOi
thopmbl 6yaeT 12, a 3eneHbIX —4.

MonyyeHHble pe3ynbTathbl MO3BOMNAM CHOPMY/IMPOBATL 3aKOH He3aBu-
CMMOTO HacnefoBaHNs NPU3HAKOB (TpeTuii 3akKoH MeHens): kaxaas napa
NMpu3HaKoB (reHOB) HacnedyeTca He3aBMCUMO ApYr OT Apyra, pacLyennser-
CAl B COOTHOLLEHNUU 3:1 M MOXET HE3aBUCMMO KOMBUHMPOBATLCS C APYTUMU
npu3HakaMu. 3TOT 3aKOH MeHfens NpMMeHUM NULLbL K Hac/lef0BaHuIo an-
NenbHbIX Nap, HaxXOAALMXCA B PasHbIX Mapax roMosornyHbIX XPOMOCOM.
Mo3»xe 6yayT paCCMOTPEHbI Te C/lyYau, KOra 3TOT 3aKOH He BbIMOHAETCA.

[Jo cux nop paccmartpvBanacb CMTyauus, KOrga B OL4HOM JIOKyCe Mor
6bITb NM60 AOMUHAHTHbIN, NM60 peLeccuBHbIV reH. OgHaKo YacTo npu-
3HaK onpeaenseTcs He ABYMSA, a HECKO/IbKUMMN TeHamu.

Tpwn nnn 60bLUee YACNO FeHOB, KOTOPble MOTYT HaXOAWTLCSH B OAHOM
NOKycCe (3aHVMMaTb OAHO M TO XXE€ MECTO B FOMOJIOTUYHbIX XPOMOCOMaX),
Ha3blBAOT MHOXECTBEHHbIMW annenamun. B reHotune ofHOro MHAMBMAA
MOXeT 6bITb He 60/iee [BYX reHOB U3 3TOr0 MHOXECTBA, OJHaKO B reHo-
thoHAe NonynsauUM COOTBETCTBYIOLIMIA NIOKYC MOXET ObITb NpeacTaB/eH
60/bLUNM YNCNIOM annene.

Mpumepom ABNseTca HacnefoBaHWe rpynnbl Kposu. eH JAkogupyet
CUHTE3 B 3puTpouMTax crneuuduyeckoro 6enka arriTUHOreHa A,
reH P —arrnoTuHoreHa B, reH / He KoAMpyeT HUKaKoro 6enka u ABnseT-
CH PeLeccuBHbIM No oTHoweHuo K 1An P\ 1l 1BHe JOMUHUPYIOT OTHO-
CUTENIbHO Apyr Apyra. Takum o6pa3oM, reHoTWn W onpefenser rpynny
kposu 0 (nepsyto); 141m /'/ — rpynny A (sTopyto); 1'UBu IB —rpynny B
(TpeTbto); IAIB—rpynny AB (4eTBepTY1O).

Ecnu y ogHoro u3 poguTeneil rpynna Kposu 0, TO (32 UCKIOUYEHWEM
Ma/I0BEPOATHLIX CUTyaLuii, TPebyloLWmMX AONOAHWUTENbHLIX 06CnesoBa-
HWiA) Y HErO He MOXET POAMTLCA PebeHOK C rpynnoit kposu AB.

CyLLecTBYIOT pa3Hble TUMbl B3aMMOAEACTBUS FEHOB.

B3avmogeicTaue annesbHbIX reHoB:

- MO/HOe JOMUHMPOBaHWE;
- HerosiHoe JOMWHWUPOBaHME;
- KOAOMUWHMpOBaHMe.
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lMonHoe JOMUHWMPOBaHWe MPOABNSETCA B CNy4yae MOAHOrO nojasfe-
HWA JeiiCTBMS PELLECCMBHOTO reHa ApYrM, AOMUHAHTHbLIM (CM. BbILLE).
HenonHoe fOMUHMPOBaHE —NPOMEXXYTOUYHOE NPOABJIEHNE NPU3HaKa B
reTepo3MroTHOM cocTosiHum (puc. 1.14, cm. UB. BKNEKyY), HaNnpyuMep, no-
SIBNIEHNe LBETKOB PO30BOrO LiBeTa Npu CKpeLLMBaHUK KpacHoro u 6enoro
LIBETKOB.

Y yenoseka no TUMY HEMOSHOr0 JOMUHUPOBAaHUA MOTYT HacneL0BaTb-
CA pasmep Hoca, pTa, rnas, pacctofHue mMexay rnasamu. MNpuv KOAOMUHU-
poBaHUN 06a LOMUHAHTHbIX FeHa B reTepo3VroTHOM COCTOSHUM MPOsAiB-
NAOT CBOW MPU3HAKMN.

MpuMepoM MOXET CMYXWUTb PacCMOTPEHHOE HacnefoBaHWe Y Nogei
IV rpynnbl KpoBW, KOrfa B 3puTpOUUTaX CUHTE3UPYHOTCA arrntoTUHO-
reH A v arrnoTnHored B ogHoBpemeHHO. 1o 3TOMYy TUNy HacnefyroTcs
HeKoTopble 6e/KN YenoBeka.

MOXHO roBOPUTL 1 O CBEPXLOMUHUPOBAHMMN: 60ee CUNbHOM NPOSB-
NEHNUN LOMUHAHTHOIO reHa B reTepo3UroTHOM COCTOSIHUM. DTO MOXeT
6bITb CBA3aHO C 3)(heKTOM reTeposnca U OTHOCUTCA B OCHOBHOM K TaKUM
Npu3HaKaMm, Kak >XU3Hecnocob6HOCTb, NPOAOIKNTENBHOCTb XU3HU U T.4.
"eTepo3nc NPOSBNSAETCA TONbKO B NEPBOM MOKOJIEHUMN.

B3aumopeincTeme HeannebHbIX FeHOB:

—KOMNMN/IEMEHTapPHOCTb;
—anucras;
—nonnmMepus.

KomMnneMeHTapHOCTb NPOSBAAETCA B C/lyyasX, KOrja 4is peanmsanmm
NMpu3HaKa HeobXoAUMO HECKONIbKO COObITUIA. pyn CKpelmnBaHUn ABYX
NVHWIA BYLWWCTOrO Fopowka ¢ 6enbiMu LBeTKamMyu BAPYT MOSBAS/IUCH
LBETKU KpacHO-(hnoneToBoi okpackm (puc. 1.15, cMm. UB. BK/eiiKy). 310
NPOVCXOAMN0 NOTOMY, UYTO AN 06pa30BaHNA OKpacku HeO06XOAMMO CHa-
yana CMHTE3MpoBaTb (PePMEHT, KOAUPYEMbI TeHOM A, a 3aTem Mog Aei-
CTBMEM (pepMeHTa, KOAMPYEMOIO reHoMm B, o6pasyeTcs MurmeHT. B ogHOW
POAUNTENBCKOW IMHUM NPUCYTCTBOBAAN TO/IbKO reHbl A, B APYroi —To/b-
Ko B. O6pa3oBaHuMsi MArMeHTa y POAMTENbCKMX PacCTEHUIA HE NPONCXOAN-
no. Korpga cpefiv NOTOMKOB BCTpeYasiMch pacTeHus, nonyyumnsLume oba fo-
MWUHaAHTHbIX reHa A n B, CMHTe3 NUrMeHTa 66171 BO3MOXEH U Habnoganach
OKpacka.

ELle ofHMM NPUMEPOM MOXET CYXXUTb pasBuUTUe Clyxay YesfoBekKa.
[na HopManbHOro cnyxa B reHoTune AOJ/KHbI MPUCYTCTBOBATbL reH D,
KOTOpbIV KOAUPYET pasBuTHe YIUTKK, U reH E, oTBevarowuii 3a passu-
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Yactb 1 O6Lwme BOMpOChI

TWe CnyxoBoro Hepsa. OuYeBLIAHO, YTO /IOAM, HecywMe B reHoTune dd
nnu ee, ByayT rnyxumu. M3 3aKOHOB HacfiefoBaHua gna AUrnopuaHoro
CKpELLMBaHWSA CNedyeT, uyTo Frayxve poguTenn MoryT UMeTb AeTeil ¢ Hop-
Ma/ibHbIM cnyxom, Hanpumeep, DDeexddEE wnu DdeexddEe, a y Hop-
M&/bHO CAbILWALLMX POAMTeraeid MOryT npu onpejefneHHOM COYeTaHWu
reHOTUMOB PoaUTLCA rnyxuee aetun, Hanpumep, DdEexDdEe. B geiicten-
TeNbHOCTW, HOPMa/bHbIA C;NyX 06YyCnoBfeH B3aMmogeicTsmem 25 nap
HeannenbHbIX reHOB (FEHHO»Ii CETbI), U eCM YeN0BEK OKaXeTCs peLec-
CUBHOI roMO3MroToil xoTa Obl MO OAHOMY M3 HUX, CnefcTBuemM Oyger
rnyxora.

fABneHve, MNPOTMBOMOMIOXKHOE KOMMeMeHTapHoe™, Ha3blBaeTcs
anucta3. OHO 3aK/MIOYEHO LW TOM, YTO OAMH TeH MOoAaBffeT NposBieHNe
Zpyroro.

Hanpumep, y Kyp [JOMWUTHaHTHbIA reH C onpegenseT CMHTE3 NUITMEeHTa,
a JOMVHaHTHbIV annenb Apyyroro reHa 1nofasnser ero geicrene (sBnset-
ca cynpeccopom). Takum oo6pa3om, Kypbl ¢ reHoTunom — Cl umetot 6Ge-
NOE orepeHue, a ¢ reHotun- om Ci —nectpoe.

"eHbl, NOAaBNAOLNE ABECTBIE APYTUX HEANNeNbHbIX FEHOB, Ha3blBa-
10TCA cyrnpeccopamu («nofaaBuTensamMmmu»). OHM MOTYT 6bITb KaK LOMUHAHT-
HbIMW, TaK U peLeccuBHbIMM, Hanpumep, A-B- nnn bbA- (4OMWHaHTHBIN
WM PeLeccuBHbIN 3NUCTak3). ponnncTpupoBaTh LOMUHAHTHbIA 3nu-
CTa3 MOXHO Ha MpuMepe LuacnefoBaHnA OKpacku y cBuHeld. Mpu ckpe-
L MBaHNUM YepHbIX 1 Genbnoc CBMHEN M3 pasHbIX NOPOJ B NEPBOM MOKOe-
Hum (F1) nossnsaoTca 6enTble NOTOMKK. VX CKpelvBaHue Mexay coboi
NPUBOAUT K NOSBNEHUIO 6»enbiX (12/16), YepHbix (3/16) 1 KpacHbIx (1/16)
nopocat. Bce 6enble noptocATa MMEOT MUHUMYM OAWH LOMWUHAHTHbIN
reH-cynpeccop |. YepHble: nopocsaTa roMO3UIOTHLI MO PELECCUBHOMY an-
Nento  He NPenATCTBYHOTLWEMY (POPMUPOBAHNIO OKPACKMW, U HECYT LOMMU-
HaHTHbIA annenb E, feTepomMnHupyowmini 06pasoBaHme YepPHOro MUrMeH-
Ta. KpacHble nopocara (LLlee) nuweHbl 4OMUHAHTHOIO reHa-cynpeccopa /
M LOMWHAHTHOrO reHa, OOMpefenalrLlero YepHyo Okpacky (puc. 1.16,
CM. LB. BKJIEVAKY).

Y yenoseka NPUMMEPO»M 3NUCTasa MOXeT CAYXWUTb TaK Ha3blBaeMblii
«BOMOENCKNIA (PEHOMEH - Y XKEHLLMHbI, MOAYYMBLUEA OT MaTepu reH 1B
theHoTUNMYecKn onpegenanack | rpynna kposm (0). Mpu getasibHOM 06-
cnefoBaHUM 6bIN0 MOKa3BaHO, YTO CUMHTE3 arrnioTuHOreHa B 6bin noga-
B/leH PefKUM peLecCUBLLbIM FeHOM, OKa3aBLUIMMCA B TOMO3UTOTHOM CO-
cTosiHMM. Bombelicknii (heHOMEH BCTpeYarT Cpean MHAYCOB, XXMBYLUMX
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B OKpecTHOCTAX bomb6es (B HacTosiwee Bpemss Mymb6ali), ¢ 4acToTOM
1:13000.

Mpu nonumepumn reHsl, KOAUPYHOLLME OAMH W TOT XKe NpU3HaK, Haxo-
[STCA B pasHbIX /I0Kycax, Npv 3TOM 4YeM 60/blue JOMWHAHTHbIX FEHOB,
Tem 60iee BbIpaXKeH Npu3Hak. Takme MPU3HAKM HA3bIBAKOT MOSIUTEHHbI-
M. 0 MOAMTEHHOMY TUMY Yalle BCEro HaCNeAyTCA NPU3HaKN, MEHAHO-
LMecs HeMpepbIBHO; Y Ye/lOBEKa — POCT, Macca Tefa, Be/iMunHa apTepu-
anbHOr0 AaBfIEHMSA, LUBET KOXU U T.4. Tak, MMrMeHTaumns KOXn y YenoBeka
onpegensieTcs NATbH WAW LUECTbH MOJIMMEPHBIMKU reHamu. [eTun, pox-
[eHHble B CMEeLLaHHbIX 6pakax Mexay BbIXOAuaMu 13 AQpukmn, MetoLLn-
MW TEMHbIA UBET KOXU (y HMX Npec6nafaldT JOMWHAHTHbIE annenw),
1 NpefCcTaBUTENSAMM 6eNoii packl CO CBETNON KOXel (HOCUTeNsMM peLec-
CMBHbIX F€HOB), OT/IMYAKOTCA 60Siee CBET/bIM LBETOM KOXW, YeM TEMHO-
KOXuiA pogutens (Mynatbl). A feTW MynaTOB MOryT MMETb /11060 UBET
KON — OT TEMHOr0 fo 6enoro (puc. 1.17, cm. uB. BKAeliky). Mpu nonm-
reHHOM HacfefoBaHMM MOXHO HabnKAaTh MOPOr —MpU3HaK NPOSABASET-
CA TOMbKO MPY HAIMYMU HEKOTOPOr0 MUHWMANbHOIO YKCNa AOMUHAHT-
HbIX FEHOB.

MOMMMO MepeyvncieHHbIX CrefyeT YNOMAHYTb U Apyrue Buibl B3au-
MOAECTBMS U CBOWCTBA FEeHOB.

A dPeKT NOMOXKEHNA MPOABAAETCA B U3MEHEHWMN aKTUBHOCTU reHa
noj BAMAHMEM 6nU3NexXalnx reHoB Apyrux anneneit, npu nepemeLle-
HUN UX B pe3y/ibTaTé XPOMOCOMHbIX NMEpecTpPoeK B Apyryw cpegy. Ha-
npumep, NpU MepemelLeHnn TeHa B 061acTb reTepoxpomatvHa (Heak-
TUBHYIO 4acCTb F€HOMa) ero akTUBHOCTb CHMKaeTcs. Tak, y reteposurot
BC/ieACTBME 3(hpeKTa MONOXKEHWS, 3aTPOHYBLUErO [OMMWHAHTHbBIA TeH,
6yfeT HabnofaTbCs PeHOTUN peueccuBHoOro. Jinbo, HaobopoT, «Mosya-
WWii» TeH NepeMelLaeTcs B aKTUBHO TPaHCKpMOupyemyro 061acTb reHo-
Ma. S(PEeKT MOMOXKEHUA MOXET NPOSBAATLCA NPU HEKOTOPbIX BUAAX
paka.

Ecnm oauH reH MOXeT KOHTPOMMpoBaTh paboTy APYrMX FeHOoB, TO OH
KOHTPOAMPYET MPOSB/IEHME CPa3y HECKOMbKUX NPU3HaKoB. Takoe MHO-
)KECTBEHHOE [e/CTBME HasblBaeTCs nelioTponuein. Hanpumep, npu He-
KOTOpPbIX HacneACTBEHHbIX 3a60/1eBaHNAX 4OCTATOUHO HapYLUEeHUS NNLLb
B O4HOM 3B€He ANUHHON MeTaboMM4YecKoi Lenoykun, 4Tobbl BOSHWMKNO
TSHKENOe NOPaXKeHNe: MyTaL MK B FeHax, ONpeaensaowmnx cuHtes hunbpunn-
/IHA W KOMnareHa, NpuBOAAT K HapyLUEHWO CBOCTB COEAVMHUTENbHOM
TKaHu. MOCKONbKY COeAUHUTE/IbHAA TKaHb BXOAWT B COCTaB BCEX OPraHoB
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YacTb 1 O6ume Bonpocsl

M TKaHen, ponb 3TUX MyTauuii B pa3BUTUN HacneACTBEHHbIX 3a601eBaHNi
COeMHNTENbHOI TKaHW 0YeBMAHA.

MeHeTpaHTHOCTb — BEPOATHOCTb MPOSBNAEHNS FeHa Y ero 3aBefoMbIX
HocuTeneld. Ecnn heHOTMNMYECKOe NposiBNeHMe HabKAA0T Y BCEX HO-
cuTeneid, roBOpAT 0 NOSIHOW, 100-NpOLEHTHOW NeHeTpaHTHOCTU. OfHaKo
npyv MHOrMX 3ab0MeBaHNAX TaKOro He NPOMCXOAWT, a HabnogaeTca He-
MOMHaa MeHeTPaHTHOCTb. B 3Tux clyyasx roBopsAT O NpeapacrnofioxXeH-
HOCTK (K AnabeTy, WK30(hpeHum, cepieyHo-CoCyAUCTbIM 3a60neBaHNAM
M Np.); 4aXe HOCMTeNb COOTBETCTBYIOLLErO FreHa MOXeT 6bITb 340poB. Co-
BPEMEHHbIE MeTOAbl ANArHOCTUKMN MO3BOMIAKOT BO MHOIMMX CNy4yasx Bblsi-
BUTb HOCUTE/bCTBO Ae(EKTHbIX FEHOB.

OKCNPEeCCUBHOCTb reHa XapakTepu3yeT pasHyto CTeneHb BblpaXeHHO-
CTU 3a00NeBaHNsA Mpu O4HOM M TOM Xe reHoTune.

MpriMepoM CMOXHOT0 B3aMMO/eliCTBMSA SABNAETCS HACc/NeOBaHNE pesyc-
(hakTOpa KpOBM YenoBeka. Pe3yc-nonoxuTenbHas rpynna Kposu onpege-
NAeTCA NPUCYTCTBMEM Ha MOBEPXHOCTM 3PUTPOLMUTOB 0COBOW rpynmbl aH-
TUreHOB. OHU UMEIOT CNOXKHYIO CTPYKTYpY, UX CUHTE3 06YC/0B/IEH Tpems
OOMMHAHTHbIMM reHaMmu. OfHaKoO Ha caMOM jefne NposiBAeHne Npu3Haka
HOCUT 60/ee CNOXHbIN XapakTep: OAVH 13 TPEX FeHOB ABNAETCA ONpeaens-
IOLLMM, HO Ha/lnume ABYX APYrMX B LOMUHAHTHOM WM PEL,eCCUBHOM Bapu-
aHTe BNUSAET Ha ero sKCNpeccuio. VIHbIMK CroBaMm, XOTA reHeTnKa cucTe-
Mbl pe3yc-(hakTop C/OXHA, B LenoM, Npu3HaK pesyc-MonoK1TebHOCTM
ABNAETCA LOMWHAHTHbIM, & Pe3yc-0TpULATENbHOCTA —PEL,eCCUBHbIM.

Ecnn oba cynpyra pesyc-oTpuuaTenbHble, pebeHOK TOXe poAnT-
A pesyc-oTpuuartenbHbiM. Ecnv oguH poauTtent pesyc-0TpuLaTenbHbI,
a Apyrov pesyc-noNoXWUTeNbHbIA, TO pebeHOK OyaeT pe3yc-nonoXu-
TeNbHbIM B C/ly4yae FOMO3MIOTHOrO HOCUTE/NbCTBA, M Kak pe3yc-nono-
XUTENbHbIM, Tak U pe3yc-0TpULaTeNbHbIM, eCn pe3yC-NoN0XNUTeNbHbI
poauTenb reTepo3nroTeH (puc. 1.18, cM. UB. BKIEIAKY).

Pasnnunsa B pe3yc-hakTope CynpyroB MoryT 6biTb MPUYNHOR 3abone-
BaHW HOBOPOXAEHHbIX (AaHHbIV BOMpoc OyAeT pacCMOTPEH BO BTOPOIii
yacTn).

Bblno 3ameueHo, 4YTO 3aKOH HE3aBMCHMMOIO PacLUensieHns Hepeako
HapyLLaeTCsH N HEKOTOPbIE NMPU3HAKM HACNeLyrOTCA COBMECTHO (CLenneHHoe
HacnefoBaHme). 3TO NPOMCXOAMT BTEX CMyYasX, KOr4a reHbl, onpegenstoLyme
[aHHble NPU3HaKW, HaxoAATCs B OA4HON Xpomocome. B aTom cnyuvae npu
00pa3oBaHNWM rameT OHW OKaXYTCA B OAHOW KNETKe WM NPOM30OMAET UX
OAHOBPEMEeHHas nepefaqa NoToMCTBY.
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PaccmoTpuM, Kak nepegaroTcs asinesibHble redsl A v B, pacnonoXeHHble
B OLHOM J/IOKYCE FOMONOrMYHBIX XPOMOCOM, W anfiefibHble reHsl Cu [,
pacnofioXeHHble B APYrom JIOKyCe Tex e XpomocoM. [pu He3aBMCUMOM
pacLuensieHu npu3HaKoB y NOTOMCTBA BO3MOXHbI BapuaHTbl AC, AD, BC,
BD. Ho 6Gnarogaps cuenneHHOMY Hac/efoBaHWUIO peansyroTcs TOJbKO
BapuaHTbl AC 1 BD.

OfHako M U3 3TOr0 MCK/IOYEHUSA, B CBOKO 0O4epefb, TOXe ecTb
NCKoYeHne. Ero npmunHa —KpOCCUHIOBEP, ONMUCAaHHBLIN B MPeAbIAYLLEM
pasgene. bnarogaps TOMy YTO BO3MOXEH OOMEH MeXAY FOMOIOTUYHbIMM
Xpomocomamu, reHbl A v Banto Cu D MoryT nomMmeHATbCS MeCcTamu, 1 BO
BHOBb 06pa30BaHHbIX XpOMOCOMaXx Mosy4mMmM HoBble coveTaHus: AD u BC.

3HaHVe 3aKOHOB TFEHETMKM MOMOraeT M MpU PELUEHUMN XKUTERCKMX
BOIMpPOCOB.

[JonycTum, y TEMHOBOMOCbIX POAUTENEN C KApMMK F1azaMun poXKaaeTcs
rony6ornasblii CBETI0BO/OCHIN pebeHOK. Bo3MOXHO Takoe? Be3ycnoBHo,
Bedb TEMHbIN LBET rf1a3 U BONOC —OMUHAHTHbIE NPWU3HAaKKW, U B AaHHOM
Clyyae poAuTenM — reTepo3nrotel. A BOT o06paTHas cuTyauums
MPaKkTUYECKN HEBO3MOXKHA, TOYHEEe, BEPOATHOCTb ee KpaiHe Hu3Ka.
OTLOBCTBO MOXHO YCTaHOBWUTbL M MO TPYNMne KPOBW, HO 34eCb TO/IbKO
oTpuLaTeNbHbIA OTBET BYAET LOCTOBEPHbLIM —Befb O4EHb MHOTO MYXKUMH
MMEIOT OUHAKOBYIO rpynmny KpoBu.

[ns ycTaHOBNEHMS OTLOBCTBA MOXET MPUMEHATLCS COBPEMEHHbIN
metoq aHanu3a AHK. CyuwHocTs ero 6yger onucaHa B pasfenie, noces-
LWEeHHOM 1abopaTopHbIM MeToAam. A NPUMEHMMOCTb A1 LaHHON KOHK-
PETHOI 3afa4M OCHOBaHa Ha TeX XKe 3aKOHaX KNacCUYeCcKOl FeHETUKMN.
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YacTb 1 O6uime Bonpockl

KOHTPOJIbHbIE BOMPOCHI

Kakue reHbl HasbiBalOT annefibHbIMU? Kakue COCTOAHWUA WX Bam
N3BECTHbI?

KakoBa Ue/nb NpoBeAeHns aHansnpyoLLLero cKpewmnsaHna?
CornacHo Kakomy 3aKOHY HacnefytoTca HeasnefibHble reHbl? Beer-
[la N BbINONHAGTCA 3TOT 3aKOH?

B uem BblpaxxaeTCs B3auMofeincTBme reHoB? Kakue Tunbl B3aMMo-
LeiicTBNSA TeHOB BaM U3BECTHbI?



TEMA 3

HACNEACTBEHHOCTb
N NSMEHUYMBOCTb

acneAcTBEHHOCTb M M3MEHYMBOCTb — MPOTU-
H BOMOJIOXHbIE SIBMIEHNS, KOTOPbIE U3Yy4aeT re-
HeTuka. MNepefaya MpM3HAKOB MO HACNeACTBY Npu-
3BaHa COXPaHATb UX B MOCNEAYHOLLMX NMOKONEHWNSX,
a M3MEHYMBOCTb MPUBOAMT K MOSBEHUIO HOBbIX
BapuaHTOB.

CylLecTByeT HECKONIbKO Knaccugpukauyuii ns-
MeHYMBOCTWN. COrnacHo OAHOW U3 HUX, N3MEHUN-
BOCTb OblBaeT rpynnoBas W WHAUBKUAYa/bHAS.
pynnoBas W3MEHYMBOCTb OTpPaXKaeT pasInyms
MeXxay nonynaumsmmn, atHocamu, pacamu. peg-
CTaBUTENIN eBPOMEOULHONW packl B LeIOM OT/iMYa-
0TCSA OT NpeAcTaBuTeNeld, HanpuMep, HErPOUAHONA
LBETOM KOXMW, XapaKTEPHbIMU 4epTamy fmua u
ApyrvMu npusHakamu. Esponeidy, He obuatoLLe-
MyCSl C a)pMKaHLamMm, BCE OHU KaXYTCA MOXOXKM-
MW; TO XXe MPOUCXOANT C BOCMIPUATNEM eBpOMeiiLeB
ahprKaHLamn nnu npeLcTaBUTENIMU MOHTON0MA-
HOI pacbl. HAWBMAYaNbHas U3MEHYMBOCTb OTpa-
XKaeT pasnnuua Mexay OTAeNbHbIMUA 0C06AMM.
Bnarofapsi NposiBNEHNIO MHAMBUAYANTLHON N3MEH-
YMBOCTM KakK COBOKYMHOCTU MPW3HAKOB, KaXKiblii
M3 Hac y3HaeT B TOMMe Apyra, X03sika HaxoauT B
CTafe CBOKW KOpOBY, Bnagenblbl Ccobak, Aaxe
OfHOI W TOW >Xe MOpOAbl, He MepenyTalT CBOMX
nobumues.
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Yactb 1 O6ume BONpocChI

Mo apyroii Knaccupukaunm, N3MeH4YMBOCTb MOXHO KnaccupumLmpo-
BaTb KaK HeHacneACTBEHHY (PeHOTUMUYECKYHO, MOAUPUKALMOHHYIO) U
HacneACTBEHHYIO (reHoTunuyeckyro) (puc. 1.19).

Puc. 1.19. Tunbl U3MEHYMBOCTH

®paHuysckuii ectectBoucnbiTatens XK.B. JTamapk cunTan, Hanpumep,
YTO KaX[bliA OpraH MOXHO pPa3BuTb MOCPEACTBOM YNPaXKHeHWI 1 Npruoob-
peTeHHble TakMM 06pa3oM CBOWCTBa NepeligyT NnoToMKam. OfHako deHo-
TUNUYECKas WM3MEHYMBOCTb, COMNACHO MPEeACTaBMEHUAM K1acCUYecKoi
FEHETUKM, He 3aKPENIAeTCs B NOMOBLIX KETKAX U He MOXET nepejasartb-
Cs NOTOMCTBY. IMEHHO NO3TOMY, B pamKax COBPEMEeHHbIX MpeacTas/e-
HWUIA, BbIP@XEHNE «reHeTUYeCKas MamsaTb» He MMeeT peanbHOro CMbICMa:
naMATb OTpaXKaeT COObITMA, NPOMU3OLLIEALINE B TEYEHUE Ye/I0BEYECKON
XXW3HW, KOTOpble, COrNacHO NpefCTaB/eHUAM KNacCUYeCKOWN FeHeTUKM,
He BNMSAIOT HA FeHeTUYECKMIA annapar.
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YacTo nposeneHus PeHOTUNNYECKOl M3MEHUYMBOCTU ABASIOTCA 06-
paTUMbIMK, MO3TOMY e Ha3blBaloT elle U afanTauMoOHHOW M3MEHYMBO-
CTbt0. [pumepom afanTauroHHOW M3MEHUMBOCTY ABAseTca 3arap. log
BO3AENCTBMEM CO/HEYHbIX fTyYeil B KOXKe 06pa3yeTcs MefaHuH, BbINoA-
HAKOLWNIA 1 3aWMTHYIO ponb. O4HaKO HacTynaeT 3uMa, U Mbl CHOBa CTa-
HOBUMCSH «B/IEAHONNLILIMMIY.

MposiBneHns MOAU(PUKALMOHHONA W3MEHUYMBOCTU MPOUCXOAAT Ha
(hoHe onpefieneHHOro reHoTuna. [isa Yenoseka MOryT psafoM 3aropatb Ha
NAsXe, HO Y O4HOro6YAeT COMHEUHbIA 0XOr, a Yy pYroro Koxa npuobpe-
TeT KPacuBblii GPOH30BLINA LBET.

LLlepcTb y cobaku, »uByLlel 3MMOil B byfke, 6yaeT 6onee rycToi,
YyeM y ee KOMHaTHbIX cobpaTbeB (puc. 1.20, cM. UB. BKNeliky). OaHako
Ha COCTOSIHWM LUEPCTW LLEHKOB He CKaxeTcs, 6blna nin cobaka nepej
Onnoj0TBOPEHNEM Bonee «/10XMaTol» unu HeT. Kakoi 6yaeT y Hero
LUepCTb, 3aBUCUT OT FeHOTMNA POAUTENe U OT TeX FeHOB, KOTOpPble OH
noayuuT.

Mpepenbl, B KOTOPbIX MOXET BapbyMpoBaTh M3MEHEHME MpU3HaKa, Ha-
3bIBAHOT HOPMOW peakLum.

HacneacTseHHble 3a601eBaHWA ABNAIOTCH OLHVMM M3 acreKTOB NPosiB-
NEeHNs U3MEHYMBOCTH, MOITOMY MPU AMArHOCTUKE KpaiiHe BaXKHO onpeje-
NWUTb, UMEET NN AaHHbIA NPU3HAK FeHeTUYECKYI0 MPUPOLY WM OH Nos-
BWICSH MOA BO3AENCTBMEM BHELUHWX 0BCTOATENbCTB. MOXHO MpuBECTU
Takoi npumep. [eByLlKa C HOPMaNbHbIM CAYXOM, A04b TYXUX poguTeneli
(M3yunB MpedblayLmii pa3aen, Mbl 3HaeM, YTO 3TO BMOJIHE BO3MOXHO),
peLunna BbIATK 3aMyX 33 MOJIOAONO YeflOBEKA, TakXKe CTpajatoLLero riy-
XOTOW; ee MHTepecoBas PUCK FNyXoTbl Y 6yayumnx aeteil. Bo Bpems KOH-
CyNbTaLMK BbISCHWIOCH, YTO MOJIOLOI Yen0BeK OrfoX Noc/e nepeHeceH-
HOro B [eTCKOM BO3pacTe WMHMEKLMOHHOIO 3aboneBaHus (T.e. NpU3HaK
ABNSETCH MPUOBpeTeHHbIM). TakMM 06pa3oM, PUCK A/1F MOTOMCTBA OKa-
3bIBAETCA TaKUM %€, KaK B C/lyyae 6paka C HOPMabHO C/bILIALLUM Yeno-
BEKOM.

B cBA3M C 3TUM CrieayeT OCTaHOBUTLCA HAa MOHATUU «(EHOKOMMUA».
Peub MAET 0 NPU3HaKax, KOTOPble BO3HUKAIOT MOJ AelicTB1EM (PakTopoB
BHELLHEN cpefbl; HeABNSASACH HACNEACTBEHHBIMU, OHWN KOMUPYIOT reHeTu-
YECKM 00YCNOBNEHHDbIA NPU3HAK.

CyLLEeCTBYIOT UTEHOKONWUM, KOTAAa OAWH W TOT XXe NMPU3HaK Uau rpyn-
na MpuU3HaKkoB OOYC/MOBNEHbI Pa3HbIMU TEHETUYECKUMU NPUUYUHAMMU,
npMMep: pacLUenmHa BepxHeld rybbl u HE6a — feteKT MOXeT ObiTb Bbl-
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YacTtb 1 O6uwume BoNpocCh!

3BaH MyTauuAMU B PasfIMUHbIX reHaX, a TakXe UMeTb HereHeTUYecKyto
NPUUUHY.

[na reHeTMKOB HaubOMbLINIA MHTEPEC UMEET FeHOTMMUYEcKas Wu
HacneACcTBEHHAA M3MEHYMBOCTb. OHa MOXEeT ObiTb, B CBOK OYepenb,
KOMOMHATMBHON N MyTauuoHHOW. O KOMOWHAaTWMBHOW W3MEHYMBOCTU
Mbl Y>Ke ynomuHanu. Cny4aiHoOW ABNAETCA «TaCOBKa» FEeHeTUYeCKOro
mMaTepuana Mexzay roMosorMyHbIMM XPOMOCOMaMu B KPOCCUHIOBepE,
CNy4YaiiHO MPOMCXOAMT pacnpeseneHne roMmonorMyHbIX XpoOMOCOM Mo f0-
YepHUM KeTkam npu o6pasoBaHUK rameT, U, HAKOHeL, C/ly4ainHo BCTpe-
YaloTCA NOMOBbIE KNETKW pogMTeneid Mpu onnogoTBOpeHun. JT1o obecne-
YMBaeT NPaKTUYECKM HeorpaHWYeHHOE 4YKUCNO FeHOTUMOB B MOTOMCTBE.
VIMEHHO KOMOGUHATMBHAA M3MEHUYMBOCTb ABAAETCA MPUUNHONR TOrO, YTO
«Ha IeTAX FreHNeB Npupoga oTabixaeT». Kakum Obl yAauyHbIM HM ObINO CO-
YyeTaHMe FEHOB — OHO, CKOpee BCEero, HapyLmTca B NOCNeAytoLwmnx no-
KOJIEHUSX.

OueHMM «pasmax» KOMOWHATMBHOW M3MeH4mBoCTU. Ecnm paccmo-
TpeTb TO/MIbKO 06pa3oBaHue rameT U He3aBUCUMOE PAcXOXAeHWe XPoMo-
COM, TO /19 KaXJ0ro MHAMBKAA BO3MOXHOE YMC/I0 BapuaHTOB COCTaBUT
22cTteneHn, nnu 8x1068apuaHToB, a 415 CynpPy>XecKoi napbl —COOTBET-
CTBEHHO 246 unu 64xHOTR2 BapnaHTOB, U 3TO TOMLKO HWXKHASA rpaHuua
OLleHKKW. JTO 3HayeHue noytu B 10 ThiC pa3 NPeBOCXOAWUT YMCEHHOCTb
HacefieHusa 3emu.

MyTaunoHHas U3MEHUYMBOCTb CBAA3aHA C BO3HUKHOBEHUEM MU3MeHe-
Huin B8 AHK. O Tvnax myTtaymin 6yget MATK pedb B CegyoWwnx pasge-
nax. MNoka oTMeTVM, YTO NPaKTUUYECKN BCE MYyTaLUN ABNAOTCA BPeLHbI-
MW U TOMbKO HUYTOXHAsA WX [OMS MOXET OKasaTbCsi MOSe3HON Ans
3BOOLMN.

VIMEHHO HacnefcTBEHHAA U3MEHYMBOCTb pacCMaTpmMBaeTCa Kak me-
XaHW3M OCYLLEeCTB/IEHUS eCTECTBEHHOIO 0T60Opa. B 3ajavy Hallero Kypca
He BXOAUT o06cyXpaeHue Teopun Y. JapBuHa. OTMETUM NN, YTO B
pamMKax Teopumn ecTeCTBEHHOro 0T60pa HEBO3MOXHO 06BACHUTL BUA00-
6pa3oBaHune, CBA3aHHOE C HEOOXOAMMOCTbLIO OJHOBPEMEHHOrO BK/OYe-
HUS MHOMMX TFEeHOB, He CYLLecTBOBaBLUMX paHee. Hanpumep, ana Toro,
YTOObl MO3BOHOYHbIE MOIN BbIATU Ha CyWy, Y HWX OJHOBPEMEHHO
[LOMKHbI U3MEHUTLCA CUCTEMA [AblIXaHUA, NOABUTLCA KOHEYHOCTU BMe-
CTO NMaBHUKOB W Np. Tem He MeHee MPUHLMWM eCTECTBEHHOrO 0T6O-
pa 06bACHSAET aganTauuio BHYTPU OLHOMO BUAa M60 B3aMMOAENCTBME
BU/0B.
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Knaccuyeckuii npumep — M3MeHEHNEe OKPacKn KpblibeB y 6abouek
(puc. 1.21). BHavane XIX B. B MPOMbILIIEHHbIX ropofax AHIMmn B Ka-
YecTBe TOMAMBA CTaNM MCNONb30BaTb KaMEHHbIW yronb. Ha noyepHes-
LUIMX CTBOMAX [ePeBbEB M 3aKOMYEHHbLIX NOBEPXHOCTAX 6ab0OUKM CO CBeT-
NbIMWA KPbISIbAMW ObIIM XOPOLUO 3aMETHbI M CTann NIErKOi Ao6bIyel
NTuL. Baboukn € YepHbIMU KPbINbAMU PA3MHOXWUAUCH U BbITECHWN
CBOMX cO6paTbeB C CEPbIMU KpblabaMU. CRNyCcTs HEKOTOpPOe BpeMs Ha
TPy6bl NPOMbILIAEHHBIX NPEANPUATUIA OblAN YCTAHOBMEHbI [bIMOYNO-
BUTENN, N y)Ke cepble 6ab0UKM MOYUUIN MPENMYLLECTBO U BHOBb pac-
NAOAWUNCS.

Puc. 1.21. HacnefcTBeHHas M3MEHUMBOCTb (MHAYCTPUaNbHLIA MenaHu3M Yy 6a-
604KM H6epe30Boii NAJEHNLBI)
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Yactb 1 O6Lyme Bonpockl

B gaHHOM npumepe BaXKHO MOHUMATb, YTO 3TO He KPblibs 6aboyek
NOTEMHeNN, a NOTOM NOCBETEeNN NOA BO3AeCTBUEM KONOTU; 06bACHE-
HWe 3ak/loyvaeTcs B Apyrom. B nonynauum vmeetcs HekoTopas A0S
0co6eil, KoTopble N0 CBOMM MPU3HAKaM OT/IMYAKTCA OT OCHOBHOM Mac-
cbl. [1pn M3MEHEHUW YCNOBUIA 3TO MEHLLUMHCTBO MOMYUUT CENEeKTUBHOE
NMPEUMYLLLECTBO U BbITECHUT MeHee MPUCnoco6/eHHbIX. O4HAKO TeHbl,
onpejensiolme BeCb CMeKTP MpPU3HaKa, He 00A3aTefIbHO MCYe3alT U3
nonynsauuu.

Mpu3HaKn MOryT MeHATbCA AUCKPETHO (rpynna KpoBW; KONNYECTBO
NabLEeB HAa pyKax ¥ Np.) UK HenpepbIBHO (POCT, Macca Tena, LBeT BOI0C
n np.). CpefHee 3HaYeHNe —Hanbosee YacTo BCTPeyaloLLeecs 3Ha4eHue,
a LIMpUHA XapaKTepusyeT BapyaLuy 3Ha4YeHUn Npu3Haka. 3ameTum, YTo
onpejeneHye rpaHuL, HOpMbl ANs HeNpepbIBHO MEHSIOLLErOCs NpU3HaKa
B HEKOTOPOI1 CTeNeHn ycnoBHo (puc. 1.22).

Nnpu3Haka OT CpegHero
3HayeHunsA

Puc. 1.22. BapuaumoHHas KpuBas HOPMAILHOTO PacrpeseneHnst (HopMa peakLyym)
MOXHO BbIA€NUTL pasHble TWMbI 0THOpA.
CTabunuavpytowuii oT60p HampasfieH Ha COXPaHeHUe Cpej-

HUX 3HAYEHWIA, «OTCEKAeT» YKNOHEeHUs OT Hopwmbl (puc. 1.23, cm. uB.
BK/EWKY).

50



JBvXyWmnin (HanpasneHHbI) OTOOP HanpasfieH Ha CABWT CPefHero
3HayYeHMs NpM3HaKa MAM CBOCTBA B MOMYNAUMM W MOSBAEHWE HOBOW
ONTUMANbHON CpefHeli BeNUUYMHbI, COOTBETCTBYHOLLEA W3MEHMBLUMMCS
ycnosusim (puc. 1.24, cMm. UB. BKJIENKY).

[n3pynTrBHbIA 0T60P Hanpas/ieH MPOTMB 0CO6E, UMEHLNX Cpea-
HIOKO BbIPAXXEHHOCTb MPM3HaKa, KOTopas MnepecTana COOTBETCTBOBATb
M3MeHuBLUENCA cpefe, B pe3ynbTaTe BO3HUKAET pa3pblB HOPMblI peak-
UMM 1 0bpasoBaHME ABYX HOBbIX cpefHMX Hopm (puc. 1.25, cMm. uB.
BK/IENKY).

Bonee cnoxHbIli cnyyaii —pectabunmsmpytowuii otéop, Korga cenek-
LMA N0 OAHOMY (HECKONbKUM) NpU3HaKam MpPUBOAMT K CTO/b CYLLECTBEH-
HOMY WU3MEHEHWIO CTPOro cTabunn3NpoBaHHbIX B NPeSLLecTByoLeli 3B0-
AOUMM  YHKUWIA, 4YTO MPeACTaBNseTcs BO3MOXHbIM TOBOPUTb 06 UX
fectabunusaumu. MprMepoM MOXET CAYXXWUTb TaK Ha3blBaeMas JOMeCTU-
(hmkauma nucud,. Mepep cenekumoHepamm 6bina NocTaBneHa 3ajaya npo-
BECTV paboTy MO M3MEHEHWIO MOBEAEHWS IUCKL, B 3BEPOBOAYECKMX COB-
X03aX TakMM 06pa3om, 4To6bl o06ecrneunTb WX APpYXentob6HOCTb Mo
OTHOLLEHMIO K NepcoHany. B xoge ot6opa, Hapagy ¢ U3MEHEHUAMU B NO-
BeJEHUN, B IMHWUAX LOMECTULMPYEMbIX TMCULL BO3HUK eLle pag Mopdo-
NOrNYECKUX U3MEHEHUIA, He BCTPEYatOLLMXCA B HECENEKLMOHMPYEMOI No
NOBEAEHMNIO MOMYNALMMW: HEU3BECTHbIE paHee TWMbl MerocTell ¢ pasnuy-
HbIM XapakTepoM Hac/iefoBaHUs —OT TUMUYHO 4OMUHAHTHOTO C MOJHOM
MEHEeTPaHTHOCTbIO A0 HEMO/IHO LOMMWUHAHTHbLIX C HEYCTONYMBLIM NPOSB-
NeHneM, HexapakTepHble 415 cepebprCcTo-YepHbIX NMCULL NOKAbHbIE U3-
MeHeHMs okpacku Bonoca (bypble naTHa). OCO6EHHO XapaKTepHO NOsB-
NeHne IMCUL, y KOTOPbIX B MON0OLOM Bo3pacTe (2-2,5 Mec) ywiun BUCAT,
KaK y JoMaLlHMX cobak, 4ero He HabnoLaOT Y IncuL, B HopMe. 3meHe-
HUA KOCHYNNCb TaKXKe HEKOTOPbIX KapuOTUMUYECKUX XapaKTEPUCTUK.
Takum 06pasom, Npu cenekuum No NoBefeHUI0 Habngancsa gectabunm-
3VpyroLWMiA 3athheKT 0TOHOPa NO APYTUM MPU3HAKaM.

Ecnv Ha nonynsumio He LeiCTBYIOT (hakTopbl 0T60pa, OHa HaxXo4MTCA
B PABHOBECHOM COCTOSHUMW, T.6. COOTHOLUEHWE F€HOB B Heli C MOKOJ/IEHU-
AMW He MeHsieTcs. PacCcMOTpMM 3TO Ha MpocTeiiweM npumMepe, Korga B
nonynauuu ¢ paBHOM 4acTOTOM BCTpeyaroTcs reHbl A U a (Hanpumep, B
onucaHHbIX aKcrnepumeHTax MeHgens): '/2A + '/24. Bo BTOpOM NoKose-
HWUWM COOTHOLLIEHME reHoTuNoB 6yaeT: /JAA + '/2Aa + '/4oa. CKpeluvBaHue
MEXZy HUMW BO3MOXKHO B CrieflytoLmx BapuaHTax (tabn. 1.4).
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Yactb 1 O6Lyme Bonpochl

Ta6nuua 1.4. [MOTOMCTBO CBOGOAHO CKpeLyMBatoLLeics Nonynsuumn, UMELoLLein
B reHohoHe annenn A n a B COOTHOLLEeHMn 11

Cameuxcamka YacTtoTa MoToMcTBO

AAXAA y ax ya Y6AA

AAxAa "ox'/r Y,6AA ‘N\bAa

AAxaa "Ox'n YKkAa

AaxAA 72%*y 4 Y,6A/ 7,6Aa

AaxAa Y2x ‘2 %AA "1%Aa % aa
Aaxaa Y2x '/4 vis Aa % aa
aaxAA yax Y4 ‘%Aa

aaxAa Yax % vieAa % aa
aaxaa Y4X m/, ‘Ikaa
Bcero y.61A % Aa 4,.6aa

Mocne CymMMMpPOBaHMA MNOMYUYATCA TO XKE COOTHOLUEHMe, YTO W B
npeablayLeM NOKONeHNN.

B 1908 r. aHrnuiickuii matemaTuk K. Xapau n aBCTPUCKUIA Bpad
B. BaitH6epr He3aBMCMMO ApYyr OT Apyra copmyanpoBanu 3aKoH O Mo-
CTOSIHCTBE YacTOT reHOB OT NOKO/IEHUA K NOKONEHWNO. OH rnacuT: ecim B
nonynaumMmn 6eCKOHeYHO 60/1bLIONO pasMepa, B KOTOPOIA He felicTBYeT 0T-
60p, He MAET MyTaUWMOHHbLIA Mpouecc, OTCYTCTBYeT 0OMeH 0cobamu C
OpYrvMK MONYNAUUAMUK, He NPOUCXOAUT Apelicha reHoB, BCe CKpeLymBa-
HWA C/TyYaiiHbl, TO YaCTOTbl FEHOTMNOB MO KaKOMY-n60 reHy 6yayT nog-
[epXMBATbCA MOCTOAHHBIMMW U3 NOKOMIEHNSA B NOKONEHME.

PaccmoTpuM ciyyali AByX annenei.

Ecnu yactoTa annens A pasHa p, a yactoTa annens a pasHa g (o4esuf-
HO, 4TO p + g = 1), COOTHOLUEHME FeHOTUMOB B NONynAauun 6yget pAA +
2pg”™o + qaa = 1L OTmMeTuMm, 4YTo p2—A0/14 rOMO3UIOT Mo anfento A, g2—
[0S TOMO3UrOT MO anbTepHaTUBHOMY anfiento a, 2pgq — [JOoNsA reTepo-
3UroT.

370 COOTHOLLUEHWe IErKo NonyunTs U3 Tabnuubl (tabn. 1.5).

B 6051ee cnoxxHOM cryyae, KOrga MMeeTcs HeCKOJbKo annenein (A, B, C
M T.4.), CnegyeT paccmMaTpmBaTb COOTHOLLEHME BapyaHTOB coueTaHmin AB,
AC,BCwurTpa.
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Tabnmua 1.5. CoOTHOLLEHME TEHOTMMOB MPY HEOAMHAKOBOW 4acToTe BCTpeuyae-
MOCTY annefibHbIX FeHOB

PA ga
PA p—AA pgAa
9a PgAa q2a

Jonyctum, Kakoe-To 3abonieBaHve OnNpepensieTcs Hanauyvem anfefb-
HOrO reHa a, ABNSeTCA PeLecCMBHLIM U BCTPeYaeTCs B NOMYALUN C YacTo-
Toii 1:10000, T.e. g2= 1/10000. 3T0 03Ha4aeT, YTo JONS 2FOMO3UTFOTHbIX
HocuTenei pasHa 0,0001 (g = VI/10000). HeTpygHo onpegenuTsb, YTO Ya-
CTOTa reHa g npu atom coctasuT 0,01; p= 0,99 (p = 1—q), a jons retepo-
3UrOTHBIX HOCUTENEN, T.e. NPaKTUYECKU 340POBbIX /II0LEN, C reHOTUNoM Aa
cocTasuT 2pg, nnm 20,99x0,01 = 0,0198, T0 ecTb noyTK 2% nonynaymu.

[aHHbIA npumep HarnAgHO LOKa3blBaeT 6€CCMbICNEHHOCTb HeraTuB-
HOIi €BreHMKM, O KOTOPOI FOBOPWUIOCH paHee. 3TO 3BYUUT Yy[0BULLHO,
HO faXKe eCiM YHUUTOXUTb UK CTepunn3oBaTb BceX 60nbHbIX — 0,01%
HacefieHns, OCTaHeTCA NoYTK 2% 340POBbIX HOCUTENEN Ae(EKTHOrO reHa.
W B cnegytoLleM NoKoneHUn B 6pake MeXay HAMMW BHOBb MOYTM C TAKOW
YXe BePOATHOCTLIO MOTYT NOABUTLCA 60/bHbIE AETH.

Ecnn Hocutenu onpefenieHHbIX FeHOTUMOB MMEKT MperMyLLecTBso,
OyfeT nponcxoauTb andhepeHUnanbHoe BOCNPOU3BELEHNE: OHM OCTaBAT
6o/blie NOTOMCTBA, W YacToTa COOTBETCTBYIOLIMX FEHOB B MOMyNALUM
OyfeT yBenmunBaThCA.

Mp1umMepoM MOXET CNyXWTb CeprnoBUAHO-KMeToYyHas aHemus (ofHa
M3MEHEHHas aMMHOKUCNO0Ta NPUBOAUT K TOMY, YTO OfHA W3 Lieneli remMo-
rnobuHa geektHa). eTeposnroTsl 6oee yCTONUMBLI K Mansipum, nos-
TOMY [aHHoe 3aboneBaHWe pacrnpocTpaHeHO B Tex CTpaHax AQpuku u
Cpefv3eMHOMOPbA, TAe Manapus npescTaB/ifeT Cepbe3Hy 0MacHoCTb.

CyLecTByeT CU/IbHOE [aBfIEHWE NPOTWUB FOMO3UIOT aa, CTpajatoLmnx
aHemueid, n cnaboe —nNpoTNB roMo3nroT AA,

3akoH Xapgu—BaiiHbepra geincTeyeT B 60/blIMX nonynsuuax. B He-
60MbLINX M30/IMPOBAHHbIX FPynnax BO3HMKAET Apeii(h reHoB — nosse-
HWe cnyyvailHbIX U3MEHeHWil. Hanpumep, Benvka BEPOSTHOCTb Cyyaii-
HOW yTpaTbl OTAENbHbIX afeneil, He CBA3aHHOW C OT6OpPOM, 4TO
«06eaHsAeT» reHOPOHA. [pelih reHOB MOXHO CPaBHWTL C NoTepei hamu-
W B CeMbSIX, TAe POXAAKTCA AeBOYKW; BbIXOASA 3aMy>X, OHU GepyT da-
MUMMIO MyXa. PoxxeHve Manbymka Win AeBOYKU NPaKTUYecKu pasBHO-
BEPOSATHO, OAHAKO B MasibiX Bbl6OpKax (B YCMOBMSAX OAHOW CeMbU C
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Yactb 1 O6Lyme BONpoChI

He60/MbLUMM KONNYECTBOM [eTeil) B culy CAyvyainHOCTU MOTYT POAMTbLCA
TO/bKO [€BOYKM, N paBHOBECME HapyLUUTCA.

OfHWUM 13 KpaitHUX NposBAeHNI apeiia reHoB ABAAETCA «aPMEKT po-
[OHavanbHUKa». Hayano n30n11MpoBaHHOW NONyAAUMM MOTYT faTb HOCUTE-
N ONpefeneHHbIX anneneid, KoTopble 3aKpensaTcs B noTomcTae. [03aTomy
pasHble rpynnbl, gaxe NpuHagexalime K O4HOMY Buay, HO U301NPOBaH-
Hble Apyr OT Apyra reorpauyeckm Unu B Uy apyrux NpuumH, byayt pas-
nnyarbes.

Ecnu B nonynauuio nonagatT HOBbIE TEHbl, €6 MU3MEHYMBOCTb BO3-
pactaeT. Murpauua HaceneHusi, ocnabneHue peiMrmosHbIX W coumanb-
HbIX 6apbepOB YCUIMBAIOT 3TOT NpoLecc.

CnepyeT ckasaTb 0 POACTBEHHbIX 6pakax (MHOpUAWHT). Takue 6paku
NPUBOAAT K OTKNOHEHWIO OT COOTHOLWEeHMA Xapaun-BaiiH6epra. Tak kak
y 6AN3KUX POACTBEHHUKOB C 6OJbLUEA BEPOATHOCTbIO MMEHTCS OAUHa-
KOBbIE /171eNN, Y HUX C BO/bLUEN XKe BePOATHOCTbIO MOTYT POANTLCA LETH,
rOMO3WUroTHbIE MO fAedheKTHbIM reHam. CryvaiiHas BCTpeya [ByX HOCWU-
Teneii fepeKTHbIX anneneii SBNSETCS PeAKMM COObITMEM, HO B 6/1M3-
KOPOZLCTBEHHbIX Bpakax 3Ta BEPOATHOCTb Bbille. Uem pexe BCTpevaercs
3aboneBaHne, TeM 60/bLIas fONS 60MbHBIX AETER poXKaeHa B 6/1M3KOPOS-
CTBEHHbIX 6pakax. Tak Ha3blBaeMble MHLECTHble Bpakn (Mexay 6paTbamu
1 cecTpamm, poauTensMu 1 AeTbMu, UMetoLwmnMm 50% o6LWunx reHoB), Kak
npasunno, 3anpeLyeHbl 1160 3aKOHOM, 60 06bIYaAMMU.

C M3MEHUYMBOCTbLIO CBA3AHO MOHATME NonnmMopusma. OH BblpaXkaeTcs
B MHOro0o6pasun reHoT1NOB Y ABMSETCA OCHOBOW reHETUYECKOro NONNMOp-
(husma. Ha MOneKynspHoM YpOBHE MOZ FeHeTUYECKUM NOAMMOPHN3MOM
noapasyMeBatoT Hannume HeboMbLINX, COBMECTUMbIX C XKU3HbIO, CTPYKTYp-
HbIX OTKNOHeHW B monekyne AHK wn, cnefosaTenbHo, B Monekyne 6enka.

®PeHOTUNNYECKUIA NONMMOP(N3M — MHOroo6pasne HopMasbHbIX U
NaToNorMYecknx MNPU3HAKOB U (PEHOTWUMOB, BbIABASEMbIX Ha NHO6bLIX
YPOBHAX AUCKPETHOCTM OpraHn3Ma: MOMEKYNAPHOM, KIeTOYHOM, TKaHe-
BOM, OPraHHOM W OpraHU3MeHHOM.

B mMeauUMHe nonnMopgusm nogpasymMeBaeT pas/imums B KIMHUYECKON
KapTWHe OLHOro M TOro ke 3ab60neBaHNs y pasHbIX 60MbHbIX. KnnHuye-
CKMil nonnMopn3m ABASETCA LEHTPaNbHOW MeLWULUHCKON Npobnemoii,
C KOTOpOIi CTankueaeTcs Bpad Nt060I cneumanbHOCTH, NPOBOAALWMIA Npu-
€M MauMeHToB. M IMEHHO Ha 3TOW YHWKaNbHOCTU OTAENbHOIO MHAMBMAA
OCHOBaH MPUHLUMN «J1eunTb He 60N1E3Hb, a 6ONBHOMO.
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KOHTPO/JIbHBIE BOITPOCHI

KakoBa 6ronoruyeckas ponb U3MeHYMBOCTU?

Kakne KpuTepuu fexar B OCHOBE KnacCUPUKaLuunm M3MeHYU-
BOCTW?

KakoBbl MpUYMHbI BO3HWKHOBEHUS KOMOWHATUBHOW W3MEHYU-
BOCTU?

Mepeuncnute opmMbl eCcTeCTBEHHOro oTbopa. KakoBo UX 3BOJIO-
LUMOHHOE 3HayeHue?

CopmynupyinTe 3akoH Xapau—BaiiH6epra. Mpu Kakux ycnoBmsx
OH nposenseTca?

UTto Takoe «apeid reHoB»? B Kaknx Monyasauusx OH NpOMCXOAnNT?
Kakune 6paku cumtaroT MHLUECTHLIMKU? B yem nx onacHoOCTb?
Kakue thopmbl nonmmoprsma BaM M3BECTHbI? Ha KaKuX YPOBHSAX
LOVCKPETHOCTU OHU NPOSABNAIOTCA?

91009MhHAINEN N 9100HHO910TaL0RH 'S BNS |
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TEMA 4

MYTALWN
N MYTATEHHBIE ®AKTOPHbI

0601 mpouecc, K CoXaneHnto, He 06xo4MTCS

6e3 cb6oeB. B reHeTuke Takue c60u nNpuBoaAT
K MyTaumaMm. MyTaums — BHe3anHOoe U3MeHeHue
reHeTM4yeckor MHGopmauuu. MyTraumm wmoryT
MPOUCXOAUTb B COMATUUYECKUX W MONOBbIX KNET-
Kax. Ecnm myTauum npoucxogaTt B NON0BbIX KNeT-
Kax, OHW MOTyT nepefaBaTbCs MO HACNEACTBY U
ObITb NPUYMHON HacNefCTBEHHbIX 3ab0/neBaHuii
(reHepaTvBHblE MyTauum). MyTauuu comaTuuye-
CKUX KNeTOK (COMaTuyeckue myTaLmm) MoryT ne-
pefaBaTbCsi AOYEPHMM COMATUYECKUM K/IETKaM.
Mpouecc BO3HWMKHOBEHWA MyTauuii HasbiBalOT
MyTareHe3omM.

B 3aBMCUMMOCTU OT YPOBHSA MpOS BNEHUA MyTa-
LMW LeNsAT Ha FTeHHbIE, XPOMOCOMHbI € U TeHOMHbIe
(uncnosble).

MEHHBIE MYTALWN

eHHble MyTaLun 00yCNOBEHbI N3MEHEHUAMN
Ha MOJIEKYNIAPHOM YPOBHE U 3aTparnsBalT CTPYK-
Typy OHK oTaenbHbix reHoB. Yale: BCEro BO3HU-
KalT MyTauuu, CBfA3aHHble CO CA.BUTOM pPamKu
cunTbiBaHMA (80% OT 06LLEro Yncna reHHbIX MyTa-
umin). OHM BO3HMKAKOT BCMEACTBUE BblNafeHWs
WNN BCTaBKM B KaKOM-NMBGO y4yacTKe HYKMeoTup-
HOI NocnesoBaTeNbHOCTU.



[na unnocTpaumm Melcnonb3yem TEKCT U3 TPeXOYKBEHHBIX C/OB:
—BOT /1ec 6yK BA3 Ay6 MBbI TYT 6bln Nan AbIM LLEN TPU OHS.

Ecnu, Hanpumep, Npou3oigeT BCTaBKa NNLLHEro Hykneotuaa (6yksbl)
MEXy YeTBEePTbIM U NATbIM KOAOHOM (C/10BOM):

—BOT fiec 6yK BA3 M Ay6 vBbl TYT 6bln Nan biM LUe TPU AHS,
nocnefytoLWniin TEKCT NPeBPaTUTCS B 6eccmbICnLY:
—BOT f1ec 6YK BA3 Wy 6UB bITY TObI INA N4kl MLUE TTP UOH A.

W, HaobopoT, BbiMageHWe OYKBbl B NATOM C/10Be (Aeneuns HyKneoTu-
[ia B NATOM KOZAOHe), Taloke MpuBeSeT K NOTepe CMbIC/a TeKcTa:

—BOT Nlec 6YK BA3 4O/ BbIT yT6 bUN &/14 bIMLW €NT PUA HA.

VHbIMKU cnoBamu, Be TPUM/ETLI, HaYMHasA ¢ NATOro, OyayT 3ameHe-
Hbl, W FeH YTPaTUT HOPMaSIbHYHO (DYHKLMIO.

[Jpyras rpynna reHHbIX MyTauuii cBsi3aHa ¢ 3aMeHOl OCHOBaHWIA:

—BOT nec 6yK B03 4yOVBbl TOT 6ay1 nen A0OM nen TPU JHS;
—BOT fiec 6yK BAM y6 Bbl TYT 6bU1 Nasl PbIM LLEN TPU OHA.

TeKCT MOXeT U3MEHUTb CMbIC/1, MOXET CTaTb 6ecCMbIC/ieHHbIM. V3-3a
BbIPOX/EHHOr0 XapakTepa TPUMAETHOrO Koja B psfje CAy4vaeB 3aMeHa
OCHOBaHWIA MOXET He OTpasWTbCA Ha CTPYKType 6enka. B camom gene,
ecnun B KopoHe ILLY HykneoTus Y, CTOALWMIA Ha TPETLEM MECTE, 3aMEHUTb
Ha Ll, B utore BCe paBHO OyfeT 3aKOAMPOBaHa aMWHOKMCNOTa anaHuH.
OfHaKo uvallle BCEro 3ameHa OCHOBaHMWI OKaXeTCs 3HA4YMMOi. B ToM xe
KofoHe LY 3aMeHa CTOALLEro Ha BTOPOM MecTe Hykneotuga Ll Ha Y npu-
BeJeT K TOMY, YTO Ha 3aflaHHOe MeCTO BMECTO anaHnHa BCTPOUTCS BasIvH.
Takne MyTaummn Ha3blBAOT MUCCEHC-MyTauuu. CyulecTBYeT elle OfHa
PasHOBMAHOCTb — HOHCEHC-MyTauuW, Korga 06pa3yeTcs CTOM-KOLOH,
[AlOLLMA KOMaHAY Ha NpekpaLleHvie CUMTbIBaHUS UH(MOPMALUK 1 CUHTE-
3a besika.

VIMEHHO reHHble MyTauyy (eC/iv OHWM BO3HWKAOT B MOMOBbIX K/IETKaX
poauTeneid) ABASIOTCA NPUUMHON 6OMBLUMHCTBA HAaCNeACTBEHHbIX 3a60-
NeBaHNi.

CnepytoLuin TUM MyTaLuii —nepecTPONKN XpPOMOCOM (XPOMOCOMHbIe
abeppayun). OHM oTmMyatoTes 60MbwKMM pasHoo6pasneM. XpoMOCOM-
Hble NepecTPOKN MOXKHO HabMAaThL B CBETOBOM MUKPOCKOM B MeTadase
MWTO3a, KOrfa KoMnakTusaums xpomatmHa gocturaet 104

B 3aBMCMMOCTM OT CTaguy KNEeTOUYHOrO UMKIA, B TEYEHWe KOTOPOii
OHM o06pa3oBanncb, abeppalum XPOMOCOM [efiAiT Ha XPOMOCOMHbIE
(puc. 1.26) n xpomatugHble (puc. 1.27).
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YacTb 1 O6ume BOMpockl

Puc. 1.26. MukpodoTorpadumn MeTadasHbIX MIACTUHOK C PasfiMyHbIMK TUMNaMm
XPOMOCOMHbIX abeppauuii: AULEHTPUKA 1 MapHble PparmMeHTbl

Puc. 1.27. MukpodoTtorpagum hparMeHTOB MeTadasHbIX MAACTMHOK C pas-
NINYHBIMU TUMAMU XPOMAaTUAHbIX abeppauuii: BHYTPUM/IEYEBbIE (a) U MeXMe-
yeBble (6) BHYTPUXPOMOCOMHbIE OOMEHbI; CUMMETPUYHBIA (B) U acCMMMETpUY-
Hbli1 (I) MEXXXPOMOCOMHbIE XPOMATWUAO-XPOMAaTUAHbIE 06MEHbI
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B cTagum G 2xpomocoma COCTOMT M3 ABYX HUTeli —xpomatug. Ecim B
O4HOW 13 XpomaTug Npom3oiifeT paspbiB, 0TOpPBaBLUMIiCA (parmeHT 61a-
rogaps MPUTSXXEHUIO MeXAY CEeCTPUHCKUMMW XpomaTuiaMu Ha meTtadas-
MO/ MNacTUHKe OyAeT nexaTb PAAOM C OCHOBHOW 4acTbi0 XPOMOCOMBI.
)T abeppauum Tak 1 Ha3blBalOT —XPOMaTMAHbIE pa3pbiBbl. MoryT 6bITb
LWPOHYTHI ABa y4acTKa O4HOM W TOM e UAn pasHbixX Xpomatung. KoHubl
(hparMeHTOB MOryT BOCCOEAMHWUTLCA W 06pas3oBaTb pa3HOO6pasHble
CTPYKTYpbl.

Teopuns «pa3pbiB-BOCCOEMHEHME» ABNSETCH KpaliHe YNpPOLLeHHOW
cxemoii. PeanbHo o6pa3oBaHue abeppauuii XpOMOCOM MPOUCXOAMUT B pe-
lyfbTarte CMI0XHbIX TeHeTUYECKMX MPOLEeCCoB.

XpomMocomHble abeppaummn obpasytoTcs B cTaguu G,, Korga Xpomoco-
Ma COCTOMT U3 OAHOW XpomaTtugpl. Mocne NPOXoXAeHUA cTagun CMHTEe3a
OHK (S) uncno xpomatng ypsansaetcad. COOTBETCTBEHHO, OLWHOYHBIN
pa3pbIiB CTAHOBUTCA MapHbIM parMeHToM. O6MeH yyacTkamu nocre no-
BPEXAEeHUS ABYX XPOMOCOM MPUBEAET K BOSHUKHOBEHUIO NGO TPaHCNo-
Kaumm (ecnn obe BHOBb 06pa3oBaHHbIE XPOMOCOMbI COAepXXar Mo LeH-
TpoMmepe), NGO AWLEHTPUKA — XPOMOCOMbI C [BYMS LEHTpOMEpamMu
(ecnu 0be LEHTPOMEpPBI OKa3annch B OAHON BHOBb 06pa30BaHHON XpOMO-
COMe) — COMpPOBOXAAatoLLEerocs napHbIM parmeHTomM. B nepsom cnyuae
0bMeH OyZeT CUMMETPUYHbLIM, BO BTOPOM — aCMMMETPUYHbIM. K acum-
MeTpUYHbIM abeppaunsM OTHOCAT TakXe KOo/blia, BO3HUKLINE B pe3y/ib-
TaTe NOBPEXJEHMUA ABYX YHaCTKOB OLHOM XPOMOCOMbl. O6MeHbI, XpOMO-
COMHble U XpomaTuiHble, OblBatOT MOMHbIe (eCnv BCe pa3opBaHHbIe
KOHL,bl BOCCOEMHAOTCA) U HEMosHbIe.

M3-3a HapyLweHua npouecca AeneHna obpasytoTcs KNeTKn ¢ reHoMm-
HbIMU MyTauuaMu. VI3MeHeHune ymcia XpoMOoCOM MOXET 6bITb 06yCnoB-
NeHo aHeynnoungueli (OAHOW WM HECKONbKMMMW M36bITOYHBIMU UAN He-
LOCTaOWMMM XpOMOCOMaMu) N1Mb0o NOANMIONANENA.

B HOopMe comaTuueckme KeTKU MMeKT AUNNOUAHbIA Habop Xpomo-
com (46 onsa yenoseka, 8 ansa Aposodunsl, 64 ana nowaan n np.). Monu-
NAOUAUSA MOXeT BO3SHWKHYTb, eCi YABOEHWE FeHeTUYeCcKoro mMatepuana
MPOW30LLIO, HO KNeTKa Mo KakmMMm-TO NpuUYMHaM He Nnogenuniach Ha [se
foyepHue. B pesynbTate KneTka OyAeT cogepykaTb U3ObITOYHOE KOu-
yectBo AHK, KpaTHoe rannouvgHomy. WHTepecHo, 4TO MOAUMIOUAHbIE
pacTeHus valle 6biBalOT 60/1€e YCTONUMBBLIMU Y MOLLHBIMU, YEM UX PO-
amTensckue gopmbl (puc. 1.28, cM. UB. BK/EKy). Y yenoBeka Xe noau-
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YacTb 1 O6wme BoNpochl

NNoOVANS NPUBOAUT K PasBUTUIO THXKENbIX NMOPOKOB, HECOBMECTUMBIX C
XU3HbLIO.

ComaTtnyeckne MyTauum MOTyT MPUBOLAMTL K HapyLUEHUIO DYHKLMWK
nnu rnbenn knetok. Ecnu B pesynbTaTe HapyLlUeHWii KneTka rmbHeT, 3To,
Kak MpaBu/io, He OTPaXaeTca Ha AaibHelLweli cyabbe TKaHW, opraHu3ma
1 T.4. Pasymeetcs, ecnim NpounsoingeT maccosas rnbenb KIeToK (Hanpumep,
K/IeTOK KPacHOro KOCTHOr0 MOo3ra v KMLWeYHOro anuTenus nocne o6ny-
YeHUA B [j03aX B HECKO/IbKO 3UBEPT), Pa30BbETCH THKEN0E NMoparkeHue.

Ho 3HauMTeNbHO OonacHee, ecnu B pesy/ibTaTe COMaTUYECKON MyTaunu
NPOU30IAET 3/10Ka4YECTBEHHOE NEPEPOXAEHMe KNeTku. B HacToswwee Bpe-
M5 [OKa3aHHOW cuMTaeTCs MOHOKMOHanbHas mpupoga Omyxonei, T.e.
Onyxo/fb Pa3BMBaeTCA U3 OAHONM-eAMHCTBEHHON TpPaHC(OPMUPOBaHHOW
KneTkn. CrneflyeT OTMETUTb, YTO MHAYLMPOBAHHbIE OMyXO/M HUYEM He
OT/IMYAIOTCH OT CMOHTaHHbIX, U HeNb3A TOYHO YTBEPXKAATb, YTO 3a60/1eBa-
HWe Y aHHOTO Ye/l0BeKa BbI3BAHO JeliCTBMEM BpefHbIX PakTopoB. Makoe
[elicTBMe BbISIBASETCA He HA UHAWBMAYANbHOM YPOBHE, & MpW CPaBHEH UK
rpynn, B 3NuAeMUONOrMYECKUX WCCMef0oBaHNAX. OT0 OTHOCUTCA WU K
BPOXAEHHOW NaTtonoruu.

Mpun onpegeneHHbIX hopMax paka BbIiB/IEHbI XPOMOCOMHbIE HapyLLe-
HWS, Y OHX MOTYT UCMOMb30BaTbCA NPU LUTOreHETUYECKOM AMarHoCTUKe
[aHHbIX opM paka.

MpuynHOW FeHeTUYEeCKO NaTonorMu Takke MOryT ObiTb BCE TWMbI
MyTaumii. MyTaumm B OTAe/bHbIX FeHax NPUBOAAT K HAPYLUEHWUSM B CUH -
Tese Heob6XoAMMbIX O6enkam 06MeHHbIX mpoueccax. [lepecTpoiiku Xpo-
MOCOM W YWCNOBble MyTauuW CBA3aHbl C AUCOANAHCOM reHOB. [eHHble
601e3HM BCTpeyaroT ¢ YyacToToi npumepHO 30 Ha 1000 HOBOPOXAEHHbIX.
YactoTa XpOMOCOMHbIX 6GonesHeid B nonynsuum — go 10 (7-8) Ha
1000 HoBOpOXAeHHbIX. OAHAKO Ha A0/ XPOMOCOMHbIX aHOMaMiA Npu-
xogutes Ao 50% cnoHTaHHbIX abopToB. VHaye rosops, NPOUCXOAUT OT-
60p eLue [0 POXKAEHNS.

MyTauum MoryT 6bITb CMOHTaHHBIMU U UHAYLMPOBAHHLIMU. CMOH-
TaHHble MyTaLuy BO3HMKAIOT C/ly4aiiHO, Yallie BCEro OHU ABNAKTCA Cles -
CTBMEM HapyLUeHWs HOPMaJIbHbIX TEHETUYECKMX MPOLECCOB B KNeTKax,
TaKMX Kak pennvkauusa, penapauus v gp.

MPUYMHON NHAYLMPOBAHHBLIX MyTaLuii MOTYT 6bITb pas3/iMuHble MyTa-
reHHble (hakTopbl — (hM3nyeckme BO3AENCTBUA (MOHM3MPYIOLWasa pagua-
LMA U 4p.), HO B MNePBYIO 0Yepeib —XMMUYECKMe BELLEeCTBa, atakxe 61 0-
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noruyeckue aktopbl. [locne TOro Kak MyTauus BO3HUKAA, [OJ1A
fanbHelilweln cyabbbl KNETKM NPUUMHA ee MOABMEHUS YIKe He MMEeeT 3Ha-
YEHUN: «MyTaLuUW HE UMEeOT MNaMsaTu».

CpenaB monekyny AHK gBYHWTEBOI € )KECTKO 3afaHHbIM MPUHLK-
MoM KOMMeMeHTapHoe™, npupoga no3aboTunach 0 NojaepXaHum co-
XPaHHOCTM FeHeTUYeCKOro MaTepumana u obecneymnna BOIMOXHOCTb pe-
napaunn. To ecTb Hala UHCTPYKUUS «Kak mocTponTb 6eok» HanmncaHa
B ABYX 3K3emnnspax. [eicTBUTeNbHO, ecnu Npou3oigeT HapyLleHue,
MOBPEXAEHHbIN Y4YacTOK Y3HalT (hePMEHTbl, OTBETCTBEHHblE 3a MOf-
nepxxaHme cTpyktypbol AHK, oH GyaeT BbipesaH, U Ha gpyroin HUTK 6y-
[eT CUHTe3nMpoBaHa HOBas, «MpaBufibHaa» rnocnegosarenbHocTs AHK
(puc. 1.29). Henb3s UCKIOYNTb M BEPOSTHOCTb OLIMOKK, Korga 6yaer
BbIpe3aH «MpPaBW/bHbIA» y4acToK. CnoxHee 06CTONT CUTyaums ¢ pena-
pauuveil ABYHMTEBbIX pa3pbiBOB. VIMEHHO MO3TOMY, Hanpumep, BUAbI
pagvaumMm € BbICOKOW NAOTHOCTbIO MOHM3ALWMK, Bbi3blBatOLLME
NMPeNMYLLECTBEHHO ABYHUTEBbIE Pa3pbiBbl, 06/1a4at0T B HECKO/IbKO pa3
6onblueli NoBpexgarLleid CnocOOHOCTbH, YeM PEHTFEHOBCKOE W3y-
YyeHue.

Puc. 1.29. Cxema penapaumm AHK: a — nospexpgeHHad Monekyna OHK;
6 — 9HAOHYK/ea3a paspblBaeT MoOBpexaeHHy HWUTb AHK; B —3HA0HYKeasa
«BbIpe3aeT» MOBPEXAEHHbIN yyacToK; r—/AHK-nonMmepasa no npyHUMNy Kom-
nneMeHTapHOe™ CMHTE3NpYyeT HOBbIM (iparmMeHT AHK Ha MecTe paspyLUeHHOrO;
[, — rasa «CLUMBAET» KOHLbl BHOBb CMHTE3MPOBAHHOMO Y4YacTKa C OCHOBHOM
HUTbIO AHK
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Yactb 1 O6ume Bonpocsl

PafnaunoHHbIA MyTareHe3 ABAsieTcA Hanbonee n3yyeHHbIM. B 1927 T,
I Mennep o6Hapy>kun MyTauum y nMoTOMKOB 06/1yYeHHbIX 4p030thun.
Ha camom pene, 3a 2 rofga Ao 3Toro Hawu ydedole, A. HaacoH wu
I.C. dununnos, 06HapPYyXXWNN HaCNefCTBEHHYIO Mepefady BHOBb NPUO6-
PETEHHbIX NPM3HAKOB MOC/e 06NYUYEHNS LPOXOKEN, HO 3TO OTKPbITUE HE
MOMy4Ynio AO/DKHOM OLEHKW, Kak 3TO He pa3 cayyanoch. Jlvwb nocne
onbiToB . Mennepa MyTareHHOe AelCTBME MOHU3UPYIOWMX U3MTYYEHNT
CTaHOBMTCA MPeaMETOM WCCNef0BaHWiA B 061acTV paguaLMoHHON FeHe-
TUKW BO BCEM MUpE.

K yueTy reHeTnyecKnx nocnefcTenii 061yveHus obpatnnmuck B 1950-x,
Korga nocne 60mM6apAnpoBOK Xupocumbl U Haracaku o6yyeHuto nog-
Beprnocb 60/bLIOE KOMYECTBO NIOAEN, U CTal0 MOHATHO, YTO HOPMKPO-
BaHWe JO/MKHO KacaTbCs He TONIbKO NpoecCnoHanoB, paboTaroLmx ¢ uc-
TOYHMKAMMW U3YYEHWNIA, HO U HaceneHusa. [ins aToro HauymHas ¢ 1950-x IT.
B CLUA c npmBneyeHnem nabopaTopuin-cCoucnonHNTENeR Bbin BbINMOMHEH
MHOTONETHUIA JOPOroCTOALWMIA NPOEKT MOo4 HasBaHueMm «I paHAMo3Has
MbILUb». [MepBOHAYaNbLHO NAaHUPOBAAN UCNONb30BATh 1 M/IH XUBOTHBIX,
HO BMOCNEACTBUN 0Ka3anocb UCMOMb30BAHO 7 MJIH. 3TU 3KCNEPUMEHTbI
OKas3a/ncCb OYeHb BaXHbl 415 OMpPefeneHnst reHeTUYeCKX MOCeACcTBUi
0061yyYeHNs — BCe-Taku y 4efnioBeka 60/blie 06LLero ¢ MbIlb, YeM C
L4pO30GUON.

«Y aBavBaloLlas» [103a, onpefenseMas Nno 4actoTe reHeTUUecKUx fe-
(heKTOB Yy MOTOMKOB, COCTaB/IIET 0KOMO 13B M Ha MOPsALOK MpeBbILLaeT
«Yy[IBaUBAIOLLYIO» [03Y A1 COMaTUUYECKMX (KaHLEeporeHHbIX) ag(eKToB.
B 3Toli cBA3M HEO6XOAMMO NPUHUMATL BO BHMMaHWe faHHbIe, MOAYYEeH-
Hble Npu 06cnefoBaHMM AeTeR, POAMBLUMXCA MOCNEe aTOMHON 6ombapau-
POBKU Xupocumbl U Haracaku, a Takxke pesynbTaTbl 06Cnef0BaHUSA MO-
Nynaunii, NpPOXMBAIOWMX B paiioHaX C MOBbILLEHHbIM €CTECTBEHHbIM
paguaumoHHbIM OHOM.

M3yuyeHne COCTOAHMA 340POBbSA ABYX MOKOJIEHUIA MOTOMKOB COTPYA-
HWKOB MpeanpuaTusa «Mask», NofABeprasLLMXCs [0 3a4aTUA XPOHUYECKO-
My 06/1yUYEHMIO MPU OCYLLECTBEHMN NPOJPECCUOHANTbHON AeATeNbHOCTH,
He BbIIBUIO HUKAKMX W3MEHEHWI B NOKasaTensx, Mo CPaBHEHWIO CO
CpefHVUMUN AN HaceneHwus.

[na npumepa paccCMOTPUM PUCK Pa3BUTUSA FeHETUYECKON MaTonoruu
B NepBOM M BTOPOM NOKOMIEHUAX B FMNOTETUYECKON CUTYaL MK MPOXKBa-
HWUSA Ha paguaLMoHHO 3arpsasHeHHOW Tepputopun. B T1abn. 16 npusege-
Hbl 3Ha4YeHuAa B nepecyeTe Ha 1 p —aTo fo3a, B 1000 pa3 npesbiLatoLLLas
npegesibHO JONYCTUMYIO rOA0BYIO f03Y 06/1yYeHNs HaceneHuns. Kak Bua-
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HO 13 Tab/InLbl, AXKE MPU TAKUX YPOBHSIX PUCK NMOSIBEHUS TEHETUYECKUX
3h(heKTOB He MpeBLICUT 1% OT CMOHTAHHOTO YPOBHS.

Tabrmua 1.6. OueHKa reHeTUYECKOro pucka 06yyeHuns

Mpynina 3a6onesaHwi CroHTaHHas PuckHa 1Tp
YyacToTa Ha Ha 1 M/H NMOTOMKOB
1 mH HoBo-
POXOEHHBLIX 1nokoreHve 2 MOKOSIEHVe
MeHgenupytoume
ayTOCOMHO-
[OMUHaHTHbIE 16 500 -750-1500 -1300-2500
+X-cLUenneHHble
ayTOCOMHO-
peLieccuBHbIe 7500 0 0
XpPOMOCOMHbIE 4000 Bowwunun B Tpyny ayTOCOMHO-
JIOMUHAHTHHble+X-CLenneH-
Hbl€ 1 BPOXEHHble aHOMa MK
MynbTupakTOpranb-
Hble XPOHUYeCKue
(4actoTa B nonynaumm) 650 000 -250-1200 -250-1200
BPOXAEHHbIE aHOMaInK 60 000 -2000 -2400-3000
Bcero 738 000 -3000-4700 -3950-6700
Bcero Ha 11p, % OT CNOHTAHHOTO YPOBHS -0,41-0,64 -0,53-0,91

Hwu3kasa YacToTa HacneLCTBEHHbIX 3a00/1eBAHUIA Y MOTOMKOB 06/1yYeH-
HbIX POAuTeNe HaxoaMT cBoe 06bACHeHMe. MpeanonaratoT, YTO NOBPEX-
[eHVs B NONOBbIX KNeTKaxX BO3HNKAOT, HO 6narogaps 0T6opy npoucxoaut
MX 3NMMWHALMA elle A0 AMarHoCTUpoBaHUA GepeMeHHOCTW. Takum 06-
pasoM, Npupoaa cTaBuT 6/10K Ha NyTW BO3HUKHOBEHWUSA aHOMaNuii.

MosBneHne BPOXAEHHbIX MOPOKOB PasBUTUA Y AeTeld, 06/1yYeHHbIX
BHYTPUYTPO6GHO, BO3MOXKHO TO/TbKO Mpw fo3ax cBbiwwe 100 m3B.

MpeCcTaBNAOT WMHTEPeC pesy/bTatbl, MOMyYeHHble 6enopyccKnmMm
ydeHbiMU. B AHBape 1987 r. (cnycTta 9 mec nocne aBapuu Ha YA3C) B He-
KOTOpbIX palioHax Benopyccuu, B TOM umcne B MUHCKe, 6bl710 OTMEYEHO
MOBbILLEHWNE YACTOTbI POXAEHWA AeTel ¢ cuHapoMoMm JayHa. 3To Hacnes-
CTBeHHOe 3ab0/neBaHMe, CBA3aHHOE Yallle BCEro C HepacxoXAeHuem
Xpomocom (0 Hem ByZeT pacckasaHo B CrieflytoLLeli rnase). ABTOpbI fOCTa-
TOYHO OCTOPOXKHO NOAOLUAN K BOMPOCY O BO3MOXHOM NPUYMNHHON CBA3M
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YacTb 1 O6uime BOMpoChI

MeXay AeACTBMEM pagmaummn N reHeTUYeCKUMK a(hheKTaMmn: Tak, OHU He
HaLIN KOPPEensumm mMexzay BO3MOXHOIN 0301 061yyeHns Byaywmx po-
AuTeneli B pasHbIX paiioHax M 4acTOTOW POXAEHWA LeTeld C 3TO reHeTu-
yeckoi natonorveil. CnycTs HeCKO/bKO NIET B NPOLO/MKEHWE UccneLoBa-
HWli B 3TOM HanpaeneHWM 6blla MOKa3aHa LUKINYHOCTb MOBbILLIEHUA
4acTOTbl HOBOPOXAEHHbLIX C CUHAPOMOM [layHa, ¥ MMEHHO Ha fAHBapb
1987 r. npuLwenca ogMH 13 NOKanbHbIX MUKOB.

B npupofe n3BecTHbl EeCATKA MUININOHOB, @ B MPOMbILLIEHHOCTU —
0K0/10 60 ThIC XMMMWNYECKMX COEANHEHWNIA. Ha 0CHOBaHMM AaHHbIX TO/IbKO
00 VX CTPYKTYpe Hefb3fl CKasaTb, KakuWe U3 HUX ABMAOTCA MyTareHamu.
Mpn XMMMYEeCKOM MyTareHese MytareHamu MOryT 6biTb He camy Belle-
CTBa, a NPOJYKTblI UX MeTabonu3ma. B oTanume oT [OCTATOYHO XOPOLUO
M3YYEHHbIX B KO/IMYECTBEHHOM OTHOLLEHUWN 3aBUCUMMOCTEl pagmnaLmoH-
HbIX 3(h(heKTOB OT J03bl 06/1yYEHUA, AaHHbIE MO XMMUYECKOMY MyTareHe-
3y He CTO/Ib CUCTEMATUYHBI.

M3 6ronornyecknx (hakTopoB MOXXHO Ha3BaTb BMPYCbl U GakTepuw,
HEKOTOpPblE BaKLMHbI, CTEPOUAHbIE TOPMOHbI. B CBA3N C pa3BuTUEM Me-
TOLOB MOMEKYNAPHOWA 61oNornM 06patuinm BHMMaHWE Ha NOTeHuManb-
HYI0 onacHocTb (pparmeHToB JHK.

C 60-x rr. NpoLLIoro Beka nccnefosatensiMv B JIEHUHIpaACKOM YHU-
BepcUTETE NPOBOAWINCH IKCMEPUMEHTbI, AOKa3aBLUWE POJib HEPBHOW CU-
CTeMbl B KOHTPOJIe 4acTOTbl XPOMOCOMHbIX abeppaunii B COMaTUYeCKnX
KneTkax (poroBuue rnasa) y Mbillei. B ganbHeliwem 6bi1 06HapyXeH My-
TareHHbIl 3eKT (epoOMOHaNLHOIO CTpecca Y MblLleii: 0Kas3anochb, YTo
3anax B3pOCNAOro camua MpWM OAHOKPAaTHOM BO3LEACTBMM MOBbILLIAET
4acTOTy LUMTONOTMYECKMX HapyLleHWi B CrepmaToreHese y MOJIOAbIX
camML0B, YBENMYMBAET 4acTOTy aHOMasbHbIX CMepmMaTo3ouioB U [o-
MWUHAHTHbIX fIeTa/lbHbIX MyTauuid. Mpn 3TOM BaXHO, YTO peyb UAET YKe 0
MyTaLusX He B COMATMYECKMX, & B FeHepaTUBHbIX KNeTKkax —npu cnep-
maToreHese. [lpyroii rpynnoi yueHbix B HoBocmbupcke 66110 NoKasaHo,
YTO CTPeCC y MblLUeld, Bbl3biBaEMbI/i HEKOTOPbIMU (PU3NYECKMMU BO3[EN-
CTBMAMMU, MOBbILIAET YaCTOTY KPOCCUHIOBEpA.

JononHnTenbHble TPYAHOCTY BO3HMKAKOT NPU OLeHKe NOCNeLCTBMWIA
COYETaHHOro BO3AecTBUA. 34eCb BO3MOXHbI Pa3/iMuHble CUTYyaLumn: Npo-
CTOe CyMMMpOBaHWe (aASUTUBHOCTL), B3aMMHOE yCuieHne (CUHEPTU3m),
B3aMMHOE 0c/abneHmne (3aWwMTHbIA 3 GEKT).

Ocobyto npobnemy npeacTaBnsieT OLEHKa BO3AEWCTBMA MasbiX [03
WA KOHUEHTpauwuii. B aToi 061acTu CyLLecTBYET HEOMpPeeneHHOCTb, U
BCE KO/IMYECTBEHHbIe OLEHKN OCHOBaHbl Ha 3KCTPANoOAsALMMn, KOPPeKT-
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[0CTb KOTOPOI HEBO3MOXHO HY NOATBEPANTbL, HU ONPOBEPTHYTh. K TOMY
e He BCerja BO3MOXHO «3aMeTUTb» 3P(eKTbl Ha (POHe CMOHTAHHbIX AB-
NeHWn. B 0T/Mume OT XUMWUYECKMX areHToB, AelCTBME KOTOPbIX MMeeT
nopor, 415 reHeTMYecKX NocneacTBuii 06nyyeHNs (a KaHLEeporeHes, no
CYTW, TOXe ABNAETCA CNefCTBUEM FeHETUYeCKUX a(h(heKTOB B comaTuye-
CKMX KNneTkax) AN OLEHKW pajualuvOHHOr0 BO3AENCTBMA Npejnaraercs
NUHeiiHas 6ecnoporosas KOHLEMLMWSA, COrnacHo KOTOPOi Nitobble CKOMb
YrOfHO Ma/lble YPOBHW BO3LEACTBUA MOryT TEOPeTMYeCKU MPUBECTU K
[AaHHbIM U3MEHEHUAM. W XOTA Ha NPaKTUKe peasbHO NpuW Ao3ax 06nyde-
Hus B 10 n faxke B 100 pa3 Bbllle POHOBbLIX HUKAKNX 3PGEKTOB He 3ape-
rMCTPMPOBaHO, 3TOT 3aBeJOMO KOHCePBATMBHbIV NOAXOA MpKU3BaH rapaH-
TUPOBaHHO o06ecneunTb pajuauMoHHY0 6e3onacHoCTb nogein. [Mpu
TaKUX HU3KUX 3HAYEHUAX OT J03bl 3aBUCUT He TAXeCTb nopaxeHus (no-
NOBMHbI paKa He ObIBaeT), ainlb BEPOATHOCTL €ro BO3HUKHOBEHUS.

C myTareHesoM CBA3aHO MOHATWE TEHETUYECKOrO rpy3a, BBefEeHHOe
I. Mennepom.

eHeTMYeCKuUiA Tpy3 BK/HOYAET, C OLHON CTOPOHbI, MATONOrMYecKue
reHHble MyTauuu, Hacnefyemble OT POAMTENei 1 npapoauTeneld U Hasbl-
BaeMble CeperauyoHHbIM rpy3oM (0T fiaT. segregatio —BbiwenneHue). Ho-
CUTENM 3TUX MyTauMil MOTYT YXOAUTb U3 MOMYALMMN, €CN PeLLECCUBHbIE
WU HeneTaslbHble AOMWHAHTHbIE MyTauuu TeHOB MPOSIBNAIOTCA B BUAe
6onesHn. C apyroi CTOPOHbI, ONpefeNieHHY0 YacTb 3TOr0 rpysa cocras-
NAKOT HOBble, BHOBb BO3HUKLLUMWE TEHHble MyTauuy (B pe3ynbTaTe MyTareH-
HbIX BIMSHUIA BHELLHel cpefpbl). OHU He MPOCNEXMBAIOTCS B BOCXOAALLMX
MOKO/MEHUAX W COCTaBMAOT TaK HasblBaeMblii MYTALMOHHbIA reHeTnye-
CKuiA rpy3. CyLLecTByeT elle 1 rpy3 gpeiida —pe3ynbTaT Cay4vainHoro yse-
NNYEHNS KOHLEHTpaLWUW anneneid B U30ANPOBAHHOW NONyALUN.

CornacHo pacyeTam, 4acToTa CNOHTaHHbIX FeHHbIX MyTalUWiil yCTaHOB-
neHa B npegenax KIrDHa reHom Ha nokoneHune. be3ycnosHo, YactoTa My-
Taumin 6yaeT 3HaUNTeNIbHO Bbllle B YCOBUAX aHTPOMOreHHOro 3arpssHe-
HWA BHELLHEN cpeabl.

Pa3BuTMe LMBUAN3ALMUN NPUBENO K M3MEHEHUIO XapaKTepa oTbopa B
nonynaumun. Tenepb, 4T0ObI J06LITH €4y WM BbDKUTb, YENOBEKY YXe He
Hazlo 6bICTPO Beratb U METKO CTPenATb U3 flyKa. Ycnexu B 061acTu Meau-
LUMHbI NPUBENW K TOMY, YTO NIIOAW, CTpajatoline MHOTUMU Hac/leiCTBEH-
HbIMY 3abofieBaHUAMU, CTanu JOXUBATL A0 3PeNoro Bo3pacta U OCTaB-
NATb NOTOMCTBO. 3TW NPOLLECChl NMPUBOLAT K YBENIMYEHUIO TEHETUYECKOTO
rpysa, yXyALeHuo nokasateneli 300poBba. C Apyroil CTOPOHbI, BPeAHOe
[encTeme (hakTOPOB BHeLLHel cpefpl Hambonee ryouTensHo ans 6onee
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Yactb 1. O6ume BONPOCHI

cnabbIx NM60 reHeTUYEeCKN MpefpacnofioKeHHbIX K 3a60neBaHNAM f1io-
[eii. ABTOpbI Aanekn OT nponaraHabl HeraTMBHOM €BreHWKW, OAHAKO crie-
[lyeT 3aMeTUTb, YTO He6/1aronoslyyHas 3KONOrMUYeckas CUTyaUus BbICTY-
naeT B ponu gaktopa oTbopa.

Y 4enoBeyecTBa ecTb BbI6OP. MOXHO 0TKa3aTbCA OT 6nar L1BUIM3a-
LWK, KaK K TOMY NPU3bIBAlOT IHTY3MACTbI «3e/1eHOro» ABXeHusa. Ho npu
TernepeLuHeld YACNEHHOCTY HaceneHns 3emMu, YBEeNYMBLLECS BO MHOTO
pa3 no CpaBHEHUIO faXe He C NepBO6LITHBIMU BPEMEHaMK, a, HanpuMep,
co CpefHeBEKOBLEM, 3TO efiBa I OYeT BO3MOXHO. CxuraHue B nevax
3HaUMTENIbHOr0 KONMYeCTBa TBEPAOro Tonmea —ApoB (CPYONeHHbIX, 3a-
MEeTUM, B fiecax), — KOTOpPOe HeobXxoaumo Ans 060orpeBa NMOMELLEHWNIA B
Haly CypoBble 3UMbI, HAHECET Npupoje 6onblUWiA Bped, Yem paboTa, Ha-
NpUMep, aTOMHbIX CTaHLMWIA, JaXe C y4eTOM Mpo6/emMbl YyTUAN3ALUN OT-
X0[0B. UTO BbIGpaTh: roN0A, YHOCALMUIA XU3HW, NN NPUMEHEHUE XUMU-
YeCKMX yAobpeHnid, repbruunaos 1 NeCTULMAOB 419 NOBLILIEHNS YPOXKaAs?
A MOXEeT 6bITb, MPeAnoYecTb NPOU3BOACTBO NPOLYKTOB C UCNO/Ib30BaHN-
€M METO[O0B FEHHOI WHXeHepuun (reHeTMYeCKn MOANDULMPOBAHHbIX)?
Cnop 0 BO3MOXHOCTM YNOTPeb1eHNs reHeTUUYeCKU MOAN(ULMPOBAHHbIX
NMPOAYKTOB A0 CUX MOP HE MOXET ObITb PELEH Ha CTPOro Hay4YHOR OCHO-
BE: C OfHOI CTOPOHbI, BPeA OT MX UCMO/b30BaAHMS He MPOAEMOHCTPUPO-
BaH B 3KCMePMMEHTaNbHbIX CUCTEMAX U B XOA€e 3NNAEMUONOTNYECKNX Ha-
6nogeHnii. C gpyroil CTOpOHbI, BPeMEHW OT MOMEHTa WX MOABMEHUA
MPOLUIO HefOCTATOYHO A1 TOro, YTOObl HAKOMUTL U NPoaHaIM3npoBaTh
pe3ynbTaTbl HAO/MOAEHWA.

AOGCONMTHO MAea/IbHbIX CUTYaumMii He GbiBaeT. CTpouTenscTBo ASC,
T3, n hapmaueBTUYECKOT0 KOMOUHATa NpUBEAET K LOMOMHUTE/ILHOMY
3arpssHeHNIO OKPYXKaloLLein cpedbl U, Kak CneacTaue, K pocTy 3aboneBae-
MOCTW cpefm >xuTenein. Ho ecnm oTkasaTbCsA OT CTPOMTENLCTBA, TO B 3UM-
HVe xonofa HeyeM OyfeT oTansvBeaTh Aoma U He ByaeT NeKapcTs, YTO6LI
BbIIEUNTb OT MHEBMOHMM NPOCTYAMBLUMXCA NHOAel, MPOXKMBAIOLLNX B He-
oTannuBaeMbIxX KBapTupax. Bcerga npuxogutca genatb BbI6Op, OCHOBAH-
HbI/i Ha pa3yMHOM, B3BELLEHHOM NOAXOAE.

lMoHATME pucKa CONPOBOX/AET YeNnoBeKa BCH XWU3Hb. [Nf Kaxaoro
€CTb PUCK 3aKOHYUTbL CBOK XW3Hb OT TeX UM NPUYUH, NHOTLa U NpeXx-
[eBpeMeHHO. MosABMNOCL NOHATME «MPUEMIEMBIA PUCK», YTO B TUTUEHU-
YeCKOM HOPMUPOBaHUWN SBUIOCH PEBOJIOLMOHHbBIM: BeAb paHblle cynTa-
NN, 4YTO 3TO HECOBMECTUMO «C MPUHUMNAMMK COLMAIUCTUYECKOTO
3/paBooxpaHeHus». Mo cyTW, 3TO Ta LieHa, KOTOPYH NnaTuT YesioBede-
CTBO 3a Mporpecc.

66



oA wN e

KOHTPO/JIbHBIE BOMPOCHI

UTo Takoe myTtauun?

Kak knaccuuumnpyrot mytaumm?

Kakune dakTopbl cpefibl ABAOTCA MyTareHHbIMU?

Kakune myTauuv onpeaenstoT reHeTUYecKuii rpys?

Kak BnuseT passnTue LMBUAN3ALMN Ha 340POBbE NHOAeiA?
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TEMA 5

HACNELCTBEHHOCTb
N CPELA

akue Npu3HaKun ABMATCA TeHeTuyeckun oby- |
KCﬂOBI‘IEHHbIMI/I, a Kakue (opmMmupyroTcs nog !
BIMAHVMEM (DAKTOPOB BHELLHeW cpegbl? Mbl yxe |
3aTparvmsanu 3Ty npobnemy, Korga rosopunu o ge-
Hokonusx. OfHAaKO ecTb elle ofHa NpPUYMHa, KO-
TOpas fenaeT 3aTpyLHWUTENbHbIM OfHO3HAYHbI
OTBET Ha 3TOT BOMPOC: Yallle BCEro UMeeT MECTO
B3aVMOJECTBME HACNEACTBEHHbIX W CPefOBbIX
thakTopoB. O6CYAasi BOMPOC O (DEHOTUMMYECKON
M3MEHYMBOCTM, Mbl OTMEYaIN, YTo ee NPOosSBEHME
NPONCXOAMT Ha (hOHe OMpefefieHHOro reHotuna. |
Ona cpaBHeHus, B akcnepumeHTax . MeHgens
copTa ropoxa c A/IMHHbIM cTebneM JOoCTUranu Mak- |
CUMa/IbHOW BbICOTbI, TOMILKO €CAn pocnu B 6naro-
NMPUATHLIX ycnosusax. B npoTtveBHOM cny4yae oHW |
XOTb M NPEBOCXOAUNN HU3KOPOCbIe COpTa, HO A0
MaKCMMasibHO BO3MOXHOW BbICOTbI He fopacTany.
PaccMoTpyM pasHble acreKTbl POAN HacNefCTBeH-
HOCTU Y Cpegbl.

B noBsefieHMM >XMBOTHbLIX YacTO MOXHO rOBO-
pPUTb O «AWKTAaTYpe FeHOB». B TeueHme Xun3Hn nye-1
Nbl, MypaBbW, NTULbI, PbiGbl PEAIU3YIOT CBOIO re- |
HeTuyeckyto nporpammy. [TuLbl MpeogosieBaoT
TbICAYN KUNOMETPOB A4JIF TOro, 4Ytobbl nepesumo- |
BaTb B TO XK€ MECTHOCTW, YTO M MX npeaku. Mo- 1
KONeHne 3a MOKONEeHWEM f1I0COCei MpeogonesBaeT
TeyeHune, NAA Ha HepecT.



EBponeiickue yrpu, npoBogslmMe 60MblIYI0 4acTb CBOEW XXWU3HW B
pekax 1 03epax, B Ofpefe/ieHHbIi MOMEHT HAYMHAKOT ABUTaTbCA K MOPIO,
npyvyeM MyTb UX MOXET Npojeratb U Mo cywe. He uvmes npegLuecTByto-
LLiero onbITa, OHW NPE0A0EBAKOT PACCTOAHNSA B HECKO/BbKO ThICAY KMO-
MeTPOB ¥ focTuratioT CapraccoBa mMops, rae pasMHOXatTcs U normba-
oT. A UX IMYUHKK, NOonas B TeyeHuWe [onb(CTpUM, BO3BPALLAtOTCH B
EBpony. >Xu3Hb yrpeii — pe3ynbTaT peasiM3aunn reHeTUYecKol npo-
rpamMmbi.

[pyroii npumep cBA3aH C M3y4YeHUeM MOBefeHus rmépugos. Ons
YCTpOICTBA rHe3f4a Monyranymknm WCMosb3yT MOIOCKM KOPbl AEPEBbEB
nnn nuctbes. [1Ba BUAa Nonyraliyvkos No-pasHOMY LOCTaBAAT CTPOU-
Te/bHbIA MaTepuan: O4vH BUA NPUHOCKT ero B K/IOBe, a APYroi 3acOBbI-
BaeT B OnepeHve HaaxBoCTbsA. Korga rubpug Bnepeble HaUMHAET CTPOUTD
rHe34o0, OH 3anyTblBAETCA B CBOMX AEMCTBUAX; NMPOXOAUT HECKO/bKO fleT,
npexge Yem NTuLa BbipabaTbiBaeT ONpeaeieHHble HaBbIKM.

B oT/numne OT XXUBOTHbIX YenoBeK 06M1agaeT cBOGOAHON Boneid. [eii-
CTBMSA Ye/IOBEKA, KOHEYHO e, 3aBUCAT OT MHAMBUAYabHbIX 0CO6EHHO-
CTeid, B TOM YmC/e reHeTUYecKmX. VI3BecTHO, YTO Cpeamn MaLneHToB Hap-
KOMOrMYecKnx gucnaHcepoB npeobnafaoT A4eTv ankoronmkos. Ho B yem
npuynHa? B HacnefCTBEHHOCTY WU B TOM, YTO OHW BbIPOC/N B aTMOCHe-
pe NbAHCTBA?

HeBO3MOXXHO BbIENNTh «MJIOXME» U «XOPOLLIME» TeHbl. HeBO3MOXHO
TaKKe BbIAENNTb U «TeH NPeCTyNHOCTW». CpeAn NpaBoHapyLIUTeNeil He-
Mano nogeid ¢ HU3KUM WHTENNEeKTOM, MCUXMYECKOW HeyCTOMYMBOCTLIO,
KOTOpble MOryT ObITb 06YCNOBNEHbI FTEHETUYECKUMW NpuyMHamMmn. OfHa-
KO MPecTynHOCTb —ABMIEHNE COLMabHOE.

eHeTUYeCKMe NPUUMHBI MOTYT /IeXXaTb B OCHOBE HEKOTOPbIX 0CO-
GeHHOCTel xapakTepa 4enoBeka, HO TOMLKO MPU ONpeAeneHHbIX YCo-
BUSX OHW NPUBELYT K COBEPLUEeHMIO npecTynneHms. B paboTax no esre-
HWKE 4aCcTO MNpWBOAMTCA MNpMMEpP YenoBeka, (IMPTOBABLUErO C
amopasibHOli AeBuLei, a BNOCNEACTBUN XXEHMBLUErocs Ha AOCTOMHON
KBakepLle. Mogpyra 3 TaBepHbl POAU/Ia EMY CbiHa, MPO3BAHHOIO «YyXac-
HbI CTapuK». TOT, B CBOKO O4epefb, CTaj OTLOM LeCATH feTel, NOTOMKM
KOTOpPbIX MpeAcTaBnsnM coboi camble HW3KME 00pasLbl YeN0BEUYECKNX
NNYHOCTEN. B 6pake e ¢ AeBYLIKON 13 PeIMTMO3HON CeMbU Y 3TOTO Ye-
NOBEKa poAMIOCh CeMb [eTeil; N caMu OHU, U UX NMOTOMKM OblAN YecT-
HbIMU U JOCTONHBIMU NOAbMWU. HU OAWH FeHeTUK HUKOr4a He CMOXET
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Yactb 1 O6uyme Bonpochl

CKasaTb, YTO ABWIOCH MPUUYNHON Pa3NNYMn — MaTEPUHCKWE TFeHbl UK
cpefa, B KOTOPOW OHM BOCNUTbIBaMCL. Bonee TOro, N0NOBMHA FEHOB Y
TeX U Apyrux NOTOMKOB Obl/v OT OLHOTO OTLA.

Kak Henb3s BblAeNNTb «TeH MPECTYMHOCTU», TaK Henb3s BbILENNTL U
«reH oflapeHHOCTU». PasymeeTtcs, onpefeneHHble 6MOXMMUYECKME NPO-
LIecCbl B OpraHn3Me CrocobCcTBYIOT POPMUPOBAHUIO UHTENNEKTYaNbHbIX
ocobeHHOCTel. 3BecTeH npumep ¢ nogarpoii. Mpu aTom HacneiCcTBeH-
HOM 3a00/1eBaHMM B KPOBW YeN0OBEKA MOBbILLIEHA KOHLEHTpaL s MOYeBOi
KMCNOTbI; NO XMMUYECKON CTPYKType MOueBas KMCNoTa CXof4Ha ¢ Koden-
HOM — BELLECTBOM, CHUMAOLMM YCTaNOCTb U CTUMY/IUPYIOLLMM YM-
CTBEHHYIO flefTe/IbHOCTb. Ecnm 6o/bluas KOHLUEHTpauus KoenHa npu-
CYTCTBYET B OpraH13mMe rnocTOfAHHO, paboToCNOCOBHOCTL YesioBeKa OyaeT
6onee BbICOKOW. Cpefn HaceneHus 3emnu nogarpoin ctpagaer 1—2%.
Cpeaw BbifaloLmxcs TanaHToB KX yxe 5-10%, a cpegu Tex, Koro HasbiBa-
0T reHnaMu, — okono 40%. Mogarpoit ctpaganu MBaH posHbii, MeTp
MepBblii, BeTXOBEH ¥ ApyrKe BblAAOWMECS NIOAN — MOUTUKNU, YUYEHbIE,
NN UCKYCCTBA.

Ho He cnegyeT cumTaTb, YTO, €CIM Yen0OBeK CTpajaeT MoAarpoi, OH
HernpemeHHO BYZeT reHnanbHbIM. Pedb MAET TONbKO O reHeTUYecKy 06y-
C/IOB/IEHHbIX OCOBEHHOCTAX O0OMEHa, KOTOopble MOryT cnocobCcTBOBaTb
pasBMTUIO OfapeHHOCTU, TafiaHTa. Ho HeCMOTpPSA Ha TO, YTO CPeay reHues
40% cTpaganu nogarpoii, octanbHble 60% nogarpukamu He 6binn. C apy-
o CTOPOHBI, Ty Xe Nogarpy B NpOLU/ble BeKa MHOr4a ¢ npeHebpexxeHn-
eM Ha3sblBa/in «601Ee3HbI0 NIAKEEB»: MOC/Ee FOCMOACKUX Tpanes flaken He-
peaKo foefanu MAco, NMPUYEM Yallle BCero Ha 6/1104ax 0cTaBanch XUpHble
KYCKM W OCTaTKM MSICHbIX cOycoB. Mpu nogarpe e ynotpebneHne msc-
HbIX NMPOAYKTOB MPOTMBOMNOKA3aHO; Takas nuLia cnocobCcTByeT pasBuTUIO
nogarpeil.

B koHue XIX B. ®. [a/IbTOH (Ero CUMTAOT OCHOBOMOJ/IOXHUKOM €Bre-
HWKW) BBE/ B MPaKTUKY GAU3HELOBbLIA METO[, MO3BONAIOLWMIA BbILENNTD
reHeTUYeCKy0 COCTaB/IAIOLWLYIO B HAc/lefoBaHUW MPU3HAKOB. 3TO O4UH
13 Hanbonee ybeauTebHbIX MeTOLOB. Bnun3Heubl cocTasnawT 1,2—1,5%
HaceneHus (puc. 1.30, cM. UB. BK/eiiky). Mpu aTom Tonbko 0,3% —opHo-
AnueBble 611M3HeLbI, CHOPMMPOBABLLMECH U3 OAHON AWLEKNETKN (UX Ha-
3bIBAOT MOHO3WTOTHbLIMU). [e@HETUYECKM OHU WAEHTUYHBLI W, MO CYTW,
ABNAOTCA KNOHaMK. PasHosLeBble, UKW AU3NTOTHbIE, 6IM3HELbI pa3Bu-
BAlOTCA B pe3y/nibTaTe OMJIOLOTBOPEHUS CMEpPMaTo3oMiaMu HeCcKONbKNX
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O[JHOBPEMEHHO CO3PeBLUMNX AALEKNeTOK. OHW pasMyatoTcs Mexmay co-
MO Kak 06bluHble 6paTbd U CECTPbI, U A&KE MOTYT UMETb PasHblil Non.

HabniofeHns nokasbiBalOT, YTO ecnu 6au3Heubl 6b1In pasnyyeHbl B
[eTCTBe, TOT M3 HUX, KTO BOCMMTbIBASICA B 60ee 61aronpuATHbIX YCI0BU-
AX, OyfeT NPeBOCXOANTb B (PM3NYECKOM W UHTENNIEKTYa/lbHOM Pa3BUTUm
[pyroro, y KOTOpPOro yc/ioBUs XXu3Hu 6binn MeHee 6naronpuatHel. Ecin
pasnyyeHHble 6M3HeLbl B YeM-TO NPOABAAIOT CXOACTBO, OHO Yallle BCEro
OyaeT 06yCNOBNEHO FEeHETUYECKMMM MPUYMHAMU, B TO BpeMS Kak pas3nu-
ung chopmMMpyOTCA NOA AeliCTBMEM CPefoBbiX (hakTopoB. B pomaHax
pasnyyeHHble B JETCTBE U BOCMUTAHHbIE B Pa3HbIX YCNOBUAX 6M3HeL bl —
OA4VH 13 NO6UMbIX CHOXXETOB (Hanpumep, «XKene3Has Macka»).

MpoueHT cxoacTa 6AN3HELL0B MO U3y4aeMOMY NPU3HAKY HasblBatoT
KOHKOPAAHTHOCTbIO, & MPOLEHT pasnumg — OUCKOHKOPLAHTHOCTbLIO
(ra6n. 1.7). NMoOCKOMbKY MOHO3WUTIOTHbIE GAM3HEUbI UMEKT OAMHAKOBbIV
ICHOTMN, KOHKOPAAHTHOCTb Y HUX BbILUE, YeM Y AN3UTOTHbIX.

Tabrmua 1.7. KOHKOPAAHTHOCTb MPW3HAKOB Y 6/IM3HELOB

[MpyHaK KOHKOPAHTHOCTD, %

Mb b

I pynna kposu (ABO) 100 46
11set rna3 99,5 25
liter Bonoc 97 23
dopma ry6, yuei 100 65
NanunnspHble y30pbl 92 40
BpoxaeHHbIN BbiBUX Geapa 4 3
Koconanoctb 32 3
OpoHXManbHas acTMa 19 5
1unepToHuYeckast 601e3Hb 20 10
Tyb6epkynes 67 23
LLInsothpeHus 70 13
anunencus 61 12
CaxapHblii guabet 84 37
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Yactb 1 O6Lme BOMpocCkl

OKOHYaHue Ta6n. 1.7

[MpvisHak KOHKOPAAHTHOCTb, %

Mb b

MaHMnaKaibHO-AenpPecCMBHbIA MCKUX03 73 15
Koknioww 97 92
BeTpsHas ocna 93 89
Kopb 97 9%

[N OLLeHKM PO/ HACNeACTBEHHOCTU U Cpeabl B POPMUPOBAHUN MpH-
3HaKa UCMonb3ytoT hopmyny XosbLmMHrepa:

PH = (KM - KA0)/(100 - KA),

roe PH —pons HacnepnctBeHHOCTM, KM — KOHKOPA@HTHOCTb MOHO3MTOTHBIX
67m3HeL0B (B NpoueHTax), K/ — KOHKOPAAHTHOCTb AM3UTOTHBLIX 6/IU3HEL0B
(B mpoueHTax).

M3 hopmynbl XonbuUnHrepa BUAHO, YTO YeM Bonee pesynbTart pacyeTa
NpneAMKaeTca K eANHMLE, TeM 6O/bLUYIO POJSib UFPaKOT HACNeACTBEHHbIE
MPU3HaKK: YeM 60JblLe YUCIUTENb NPUBAMXKAETCA K 3HAMeHaTesno, Tem
6onblie nokasatens KM gomkeH cTpemutbes K 100 (%). B 10 xe Bpems
yem BvXe pe3ynbTat K Hy/H0, TEM MeHbLUe pasHuLLa MeXxay BennymnHamu
KM n K[ B uncnutene u, cnefosatefbHO, TeM Bbile pofib CPefoBbiX
thakTopoB. Ecnm nofcTtaBuTh B 3Ty hopmyny umdpbl 13 1abn. 1.7, nerko
YBUETb, YTO Npu 3a60/1eBaHMN LETCKUMN UH(EKLMAMUN BedyLLyHO posb
UrparoT UH(EKUNOHHbIE (haKTOpbl, a BOT MPU TakuX 60Me3HsAX, Kak Ty-
6epkynes, caxapHblii gnabeT, WN30(peHns, posib FeHeTUYECKON KOMMO-
HEHTbl 3HAYMTENBHO BbILLE.

B psAge cnyvaeB nposBieHMe HacneACTBEHHbIX 3a60M1eBaHUI HOCKT
LeTepMUHUPOBAHHbIN xapakTep. Ecnv B kapnoTune NpuCyTCTBYET NLU -
HAA xpomocoma 21, 3To saBnfeTca (Hapsagy C KIMHWUYECKMMU MpPU3Ha-
KaMu) OCHOBaHWeM [N MOCTAHOBKWU [uarHosa «CUHAPOM [JayHa».
Ho yalle Bcero peyb UAET O MPEeSPaCMONOXEHHOCTM K 3a60/1IeBaHUAM.
HacnefcTBeHHass nNpefpacronoXeHHOCTb MOXET OnpefensTbCi Kak
O4HUM reHoMm (MOHOreHHas NpefpacroNOXXeHHOCTb), TaK U COBMECT-
HbIM [eACTBMEM HECKOMbKMX FEHOB, B 3TOM C/lyyae MMeeT MecTo Monu-
reHHas ocHoBa.
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Mo BblpaxeHUO AupekTopa MexayHapogHoi nporpamMmbl «[eHOM
yenoeka» ®. KonnuHsa: «Kaxablii 3 HaC reHeTUYeCKn HECOBEPLLEHEH.
110 mepe pa3paboTKM BCE HOBBIX M HOBbIX FTEHETUYECKMNX TECTOB Y KaXKJ0-
lo yenloBeKa MOXXHO 06HaPYXWUTb MyTaLUWIo, NpeApacnonararoLLyo K ToMmy
NAn MHOMY 3a60/1EBAHNIOY.

TakuM 06pa3oM, «reHbl MPefpacnonoXeHHOCTU» — 0 CYTU, MyTaHT-
Hble aifieNIn, KOTOPble COBMECTUMbBI C POXKAEHWEM U XW3HbIO B MOCTHa-
ranbHOM Mepuofe, HO Npu onpeAeneHHbIX He6MaronpuUsTHbLIX YCNOBUAX
MOryT CNoCcoBCTBOBATL Pa3BUTUIO TOFO UM UHOTO 3abonieBaHNA. B 3aBu-
CUMOCTU OT NPUPOAbLI NMPOBOLMPYIOLEro akTopa UX OTHOCAT K «reHam
BHELUHeN cpefdbl» NM60 K reHaMm-Tpurrepam, 3anyckatoLwum naTonoruye-
CKWIA mpoLecc Mmpu COYeTaHWM KaKuX-TO HebnaronpuaTHbIX (haKkTOpOB.
B oT/nuve 0T MOHOreHHbIX 60/1e3Hei, A1 BO3HUKHOBEHUA KOTOPbIX [0-
CTATOYHO HaMYMs MyTaLuii B CTPYKTYPHOM reHe, 3Tu 3abonesaHus npu-
HafineXxaT K Hanbosiee MHOTOUMCNEHHOI rpynne MynbTU(aKTOpUanbHbIX
6one3Hein (95% HEMHPEKLMOHHON XPOHMYECKOIN MaTONOrnM YeoBeKa),
B MOSAB/IEHUMN KOTOPBIX MOBUHHbI KaK reHeTUYecKue, Tak U 3K30MeHHble
(hakTopsbl.

WHbIMK cnoBamu, 60ne3HW C HacneACTBEHHOW MpeLpacnooXeH-
HOCTbIO UMEIOT TreHeTMYECKYH0 U HEreHeTUYecKyto COCTaBNAOLWYIO
(puc. 1.31). BHewHue thakTopbl MOryT ObITh KakK CpefoBbIMU, TakK U Mo-
BeIEHYECKMMM, COLMaNbHbLIMK W M., HanpuMep, NOSBNEHUIO U30bITOY-
HOro Beca (He TOMbKO Y M0, CKNOHHBIX K 0XXWUPEHWNIO) MOryT cnocob-
CTBOBaTb YacTble YaenuTUA C TOPTUKOM nNepes Tenesmsopom. C apyroi
CTOPOHbI, €C/IN YE/IOBEK, MPeLPacrnoNoXeHHbI K afKkoronusmy, He 6yaer
ynoTpe6nsaTb CIMPTHOE, OH He CTaHeT a/IKOr0/IMKOM.

Hanuuve onpegeneHHbIX reHoB — ellle He npurosop. Jaxe Ans ce-
Pbe3HbIX rEHETUYECKNX OTK/IOHEHWI BO3MOXHA KOppekuua. YTo KacaeT-
€A MynbTU(aKTopranbHbIX 601e3HeN, 34ecb BO3MOXHOCTM M36exaThb 3a-
60n1eBaHMA eLle 60/bLLUe.

CylLeCcTBYeT pacxoxee MnpescTaB/ieHNe 0 TOM, YTO 3[40POBbE YeNOBeKa
Ha 18—20% 06yCn0BMEHO FeHeTUYeckuMm aktopamu, Ha 30—40% —o6-
pa3oM XW3HW, Ha 7-10% — COCTOAHMEM MeAULMHCKOro 06CyXX1BaHUS;
ocTaBlmeca 30-40% 3aBUCAT OT COCTOSAHWA OKpyXatoweidn cpegbl. OHO
6asnpyeTca Ha nogxopax BO3, HO TpebyeT OCTOPOXHON MHTEPMpeTaLmn.
MocKo/IbKY 3KO/0rMyeckune npobnemMbl B HaWK HU OTHOCATCA K Haubo-
Nee aKTyaslbHbIM, PacCMOTPUM TakKWe MOSBMBLUMECH B MOCNeLHUe rofbl
TePMUHbI, KaK 3KOMNAaTON0rns, 3KONOrnyeckme 60nesHu.
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Yactb 1. O6ume BONpOChHI

. *
thakTop MYTaHTHbII
cpepl anenb — GoneH
thakTop MYTaHTHBIIA
cpeabl anenb - 3Aopos
thakTop HOpPMasTbHbIiA
cpegbl anens — 3AOpOE

Puc. 1.31. HacnefcTBeHHas npeapacnonoXXeHHOCTb K 3ab0neBaHUAM

K 3Kkonornyeckum 601e3HAM MOXHO OTHECTU UM acTMy, W OHKO/OTU-
yeckme 3aboneBaHWA, W aHEMWUIO, U BCEBO3MOXHble 3ab0/eBaHus
XKeNyA04YHO-KMLLEYHOr0 TpakTa, HepBHOW cucTeMbl, U apyrue. C TOUKM
3pEHUs TeHeTUKU, peyb UAET O MyNbTU(AKTOPUa/bHLIX 3a60/1EBaHNSAX.

MpuBefeHHOE BbILLE COOTHOLLIEHME N0 06eCMeUYeHNI0 3L0P0BbS Ye-
NoBeKa OTpaxaeT cpefHue uudpbl. HekoTopble 3aboneBaHus, Kak
OTMEYEHO BbILLE, CYLLECTBEHHO 3aBUCAT OT (DAaKTOPOB BHELLHEN cpefpl
M ABAAOTCA MHAWKATOPOM ee COCTOAHMA. B nepBylo ouepefdb 3TO
npogeccuoHanbHble 60/1e3HM, OHKOOTMYecKme 3aboneBaHus, BPOX-
[eHHas naTtonorns W reHeTnyeckme AedekTbl, TOKCUMYECKMe nopa-
XXEHMS 1 ap.

[Jpyras rpynna —aKon0rnyecky 3aBmcrMble 3a601eBaHNA, 0TIMYAL0-
LLiMecs cpefHeid CTENEHbIO 3aBUCMMOCTM OT OKpYXarLleli cpegbl. K HUM
OTHOCAT HapyLleHWs MMMYHWUTETa, XPOHWYECKME MHEBMOHUW Yy AeTeil,
HEKOTOpble MOPaXeHUs MeyeHn, 060CTpeHne 3ab01eBaHNIA AblXaTeNbHON
M CepAevyHO-COCYAWCTOM CMCTEMbl MPU HEeBMAronpusATHLIX MOFOAHbLIX
YCMOBUAX 1 [p.

YMepeHHYH 3aBUCMMOCTb OT BHELUHUX (HaKTOPOB [EMOHCTPUPYHOT
3K0/I0rMYecKn 00yCnoBAeHHbIE 3a601eBaHNS —XPOHNYECKUIA BPOHXMT 1
MHEBMOHWS Y B3POC/IbIX, NAaTONOrNs GEPEMEHHOCTU, aHEMUSA Y AeTeld, 3a-
60neBaHNs CepAeYHO-COCYAMCTON CUCTEMBI U Ap.
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B peanbHOW >XU3HW [OCTAaTOYHO CAOXKHO TOYHO OMNpefenuTb, YTO
MMEHHO fBMIOCb NPUUNHOW 3ab6oneBaHus. BbiBogbl 0 cBA3M 3ab0neBae-
MOCTW U LeCTBMEM KaKOro-nnbo haktopa AenaroT Ha OCHOBe CpaBHEHUS
[aHHbIX MEANLMHCKON CTaTUCTMKMW, UHOTAa — CheLnanbHbIX aHann30B.
lem He MeHee 0fHO3HaYHasA MHTepnpeTaLma 3a4acTyr0 HEBO3MOXHA UK
KpaiiHe 3aTpyaHeHa.

"oBOpPA O B3aMMOfEWCTBUMN HacnefCTBEHHbIX U CPefoBbIX (haKTOpOB,
Henb3s He YNOMAHYTb O HacNeACTBEHHO 06YC/IOBNEHHON YyBCTBUTESTbHO-
CTU K pasnMyHbIM (haKTopam BHELLHEN cpefpl. PacckasblBaloT, YTO B Ha-
yane XX B., B aNOXy 6YpHOro pasBMTMSA XMMUYECKON NPOMbILLIEHHOCTM,
Ha aHWMHOBbIE 3aBOAbl B "epMaHMM He NpMHUManM Ha paboTy nrogei
C pbbXKMMK BOnocamu. PaboTofatenn 3amMeTnan, Yto paboune c aToih 0co-
6eHHOCTbIO 60/ee MOABEPXKEHbI BO3AENCTBUIO  BPeLHbIX (PaKTOPOB.
B Hawwm AHW U3y4atoT CBA3b MeX/AY HOCUTENbCTBOM BapuaHTOB (annenei)
OrnpejeneHHbIX reHoB 1 BOCMPUUMYMBOCTLIO K BPeAHbIM BO3AENCTBUAM.
Bo3MoXHO, B ByayLlem pesynbTaTbl TaKOro o6cnefoBaHms 6yayt 06s3a-
Te/bHO Y4MTbIBaTb NPK NpothoTHope.

Pa3BuBaeTCA M (papMakOreHeTMKa — Hayka, M3ydalollas reHetuve-
CKV 00YCNOBMEHHYIO peakuuio nauuMeHTa Ha Te WM WHble NeKapcTBa.
YueT uHAMBUAYanbHbIX 0CO6EHHOCTEl NO3BOMUT MOBLICUTL 3N(EKTUB-
HOCTb /IeYEHNSA N OJHOBPEMEHHO M36exaTb HexenaTenbHbIX MO60UHbIX
3(h(PeKTOoB.
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YacTb 1 O6wme BOMpockl

KOHTPO/JIbHBIE BOTMPOCHI

MOXHO N1 BbILENNTL «MJIOXUE» U «XOPOLUMe» reHbl? Yem onpege-
NseTcsA NoBefeHVe YenoBeka — reHaMmun uav cpefoin?

Kakoli meTog uccnefoBaHuii NO3BONSAET BbI4ENNTb FEHETUUECKYHO
COCTaB/IAOWYIO0 B Hac/nef0BaHUM NpU3HaKkos? B yem ero ocobeH-
HocTn?

Ha 4T0 yKa3blBaeT KOHKOPAAHTHOCTb NPU3HAKOB?

UT0 TaKoe «reHbl NPeApacronoXeHHOCTU»? Mpu Kakux ycnoBumsx
OHW MposBNAOTCA?

UTo MOXET NOBAUATbL Ha pa3BuThe 60ME3Hel C HacleACTBEHHON
npeApacnosioXXeHHOCTbI0?

Kakune 3aboneBaHus ABNAKOTCA UHAMKATOPaMW COCTOSAHUA BHeLU-
Heli cpefbl? MoyeMy UX TaK HasblBatOT?



YACTb 2

HACNEACTBEHHbBIE BOJIESHN YE/TOBEKA



TEMA 1

NPUHLUMMBI
KNACCUDUKALINN
HACNEACTBEHHbIX
EONE3HEWN

naccuuKauna HacnefCTBEHHOW MaTonorum
K MOXEeT OCHOBbIBATLCA Ha XapaKTepe Hac/neno-
BaHMA (reHeTM4yeckas Knaccuukaums), a MOXeT
M Ha KIUHWYECKUX MPOSABNEHNAX, KaK U BCe ApYy-
rve 3abonesaHus.
CornacHo reHeTU4ecKol Knaccuukauum, Mox-
HO BbIAEMUTb CefyHoLLe OCHOBHbIe Knacchbl 60es-
Heli:
—XPOMOCOMHbIE;
—TeHHbIE;
- MynbTUgakTopuanbHble (601e3HM C Ha-
CNeACTBEHHOW MpeApacrnonoXeHHOCTbIO).
K XpOMOCOMHbIM 60/1€3HAM OTHOCAT 60/1€3HM,
CBAA3aHHbIE C HAapyLUEHMeM CTPYKTYpbl XPOMOCOM
nnn mx uncna. Kak npasuno, OHW ABAAKOTCA Ches-
CTBMEM MyTauuidi, NPOU3OLIEAWINX B MONOBbLIX
KneTkax poguteneid. Mo HacneAcTBY MOXET nepe-
[aBatbCa NMWb MX Hebonbllas yacTb. MaTonorus
XPOMOCOMHbIX 60ne3HeN cBszaHa ¢ gucbanaHcom
CTPYKTYPHbIX W PErynsTopHbIX F€HOB BC/EACTBME
n36bITKa (HefocTaTka) reHeTMYeCKOro Matepuana
NN60 M3MEHEHWS 3KCMPEeccuu reHos (Hanpumep,
BC/leAcTBME ahheKTa MOMOXeHUA npu cbanaHcu-
POBaHHbIX TPAHCNOKaLUAX).
MpuunmHamy reHHbIX 60Ne3Hell ABNAOTCA MYy-
Taumm B OTAENbHbIX reHax. B cTpykType cmepTHO-
CTU fieTeld 0 5neT Ha 0110 MOHOTeHHbIX 60M1e3Hel
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YacTb 2. HacneacTBeHHble 60/1e3HN YenoBeKa

npuxogutcs 12-14%. B HacToALlee BpeMsi U3BecTHO 6onee 4500 HO30/10-
rmyeckmx Gopm; ngeHTupuumnposaHo 1100 reHOB, OTBETCTBEHHbIX 3a pas-
BUTUE MOHOreHHbIX 60ne3Hel; ans 500 M3 HUX yCTaHOB/EH MEPBUYHbI
reHHbI aeeKT (3aMmeHa OCHOBaHWS, BHYTPUTEHHasA feneums u ap.) uim
broxmmmnyeckmnin gegekT (owmnbka cmHTe3a nam Mogndukaunmy 6enKoBoi
Monekysbl). CyLecTByeT HECKO/IbKO TUNOB Knaccuukawunii MOHOTeHHbIX
6one3Held: Mo TMNY HacneA0BaHWS; MO NPEUMYLLECTBEHHOMY MOPaXKEHNIO
OPraHoB 1 CMCTeM; N0 3TMoNOrMK (601e3HN C yCTaHOBNEHHbIM MeTabonu-
YyecKUM fetheKTom). Hanpumep, B nocnefHem cnydae BbifensoT 60/1e3HU
6enKoB, yrnesofoB, NMUNWA0B, CTEPONJ0B, MeTanNoB M Ap. [Ans paHHero
BbISIBMIEHNSA Hanbo/ee YacTO BCTPEYAOLLMXCSH HACNEACTBEHHbIX MOHOTEH-
HbIX 3a60/1eBaHW C yCTaHOB/MEHHbIM MeTabonmyeckum aedekTom pas-
paboTaHa nporpamma MaccOBOr0 CKPWHUHIa HOBOPOXAEHHbIX. KpuTe-
pusmn 0oTbopa ANA BK/KOYEHMS NAToONOrMM B MPOrpaMmmy MaccoBOro
H6MOXMMNYECKOTO CKPUHUHTA ABNAKOTCS:

—BbICOKasA 4YacToTa BCTpPeYaemocCTW B MONynsauuu (He MeHee

1:20 000y;
—TAXKEeCTb NOPaXeHUs C He0OpPaTUMbIMW NOCNEACTBUAMM;
- BbIIB/IeHNEe BUMOXMMUYECKUX MApPKEPOB A0 Hayana KAMHUYECKUX
MPOSABIEHUIA;

- BO3MOXHOCTb 3()(heKTUBHOI O fleUEHNS.

B HacTosee Bpems 06s3aTesIbHbIA MacCOBbIA CKPUHWUHT MPOBOAAT
Ha (heHUNKETOHYPUIO, BPOXKAEHHbIA TMNOTMPEO3, FanakTo3eMuno, BPOX-
JEHHYI0 AUCHYHKLMIO KOPbl HaNoYeYHNKOB U MyKOBMCUMA03. [na aTo-
o U3 NATKWM HOBOPOXAEHHOI0 Ha 3-4- feHb XXU3HW 6epyT KpoBb M Npo-
MUTLIBAIOT €K C [BYX CTOPOH CheumanbHble TecT-nonockn. O6pasel ¢
BbICYLLIEHHOW KPOBbIO OTMNPABASIOT N0 NOYTE B CNeLnanM3vpoBaHHble re-
HeTuuyeckune nabopatopuw.

Mpu BbINWCKE M3 POAWNBLHOIO AOMA MaTb MOy4YaeT Ha PyKWU LOKY-
MEHT, B KOTOPOM, Hapsaay C faHHbIMU O TeYeHUW POLOB U NapaMeTpax Ho-
BOPOXAEHHOI0, yKa3blBaeTCs MHHOPMaLMA 0 CKpUHUHTe. CeMblo 13Be-
LaloT 0 pesy/nbTatax 06cnefoBaHNA TOMbKO MNPV BbISABEHWW NATONMOMMM
415 NPOBefeHNS YTOUHAKOLLEN ANarHOCTUKM U CKOpeNLlero HasHaueHms
Tepanuu.

O[fHaKo KnacCcU4YecKnM 3aKOHaM HacnefoBaHusA, onucaHHbIM MeHge-
NeM, NoJuYMHseTCA Nulb okono '/ 3abonesaHmil. OcTanbHas, 60/bLas
4acTb — HETPaAWLMOHHbIE TUMbl, K KOTOPbIM OTHOCAT MWUTOXOHAPU-
anbHble 601e3HM, 601E3HN 3KCMAHCUM YMCNa HYKNEOTUAHbIX NOBTOPOB,
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00/1€3HN UMMPUHTUHIA, NPUOHHbIE 60Me3HU. VX u3yyeHue cTano BO3-
MOXHbIM TONIbKO 6/1arogaps passuTuiO0 MONEKYNSPHOW MeAWULUHbI 1 MO-
NEKYNAPHOW FeHeTUKM.

B pesynbTaTte MMMYHONMOTMYECKOM peakuuyu opraHusma martepu Ha
aHTWreHbl NN0Aa MOTYT pa3BMTbCA 60ME3HU reHeTUYECKOl HECOBMECTH-
MOCTW MaTepu 1 nnoga.

MyTauum B COMaTUYeCKNX KIeTKax MOryT cTaTb NPUUYNHON pPasBMTUS
MIOKAYECTBEHHbIX OMYXOJeil.

KnuHnyeckas knaccmmkaumua HacneacTBEHHbIX 60Ne3HER HUYEM He
OT/IMYAETCH OT KIMHUYECKOW Knaccudukaumnm 6one3Heil HeHacneaCcTBeH-
MbiX. OHa OCHOBaHa Ha OPraHHOM W CUCTEMHOM MPWHLWME: HEPBHO-
MbILLEYHbIE, SHAOKPUHHbIE, KOXW 1 np. (Tabn. 2.1).

Ta6nuua 2.1. YacToTa NopaxeHNs OTAeNbHbLIX OpraHoB U CUCTEM

OpraH, cuctema [onsa B obuwem yncne nopokos, %

HepBsHas cuctema 26,8
XKenyaouHo-KMLLIEYHbI TPaKT 21,7
CepfievHo-cocyaucTas cuctema 135
OnopHO-fBUraTebHbIA annapat 135
Mouenonosas cuctema 9

[JedekTbl nnuya, YentocTn, Héba 8,7
[bixatenbHas cuctema 52
Mpoune 16

Kak npaBuno, nogasnsioiiee 60MbLIMHCTBO HacneACTBEHHbIX 3a-
60NeBaHUIA CBA3AHO C MHOXECTBEHHbLIMU HApYLUEHUAMU PasHbIX CU-
CTEM OpraHnW3Ma, 4To 06bACHsAETCA 3(h(heKTOM nneoTponHocTm. Wc-
Mo/b3ys KNacCUPUKaLMIO MO KIMHUYECKOMY NPUHLKNY, 6ONbWWHCTBO
HacnefCTBEHHbIX 3a60/1€BaHN MOXHO O4HOBPEMEHHO BHECTU B pas-
Hble pasfensl MeAWLUHCKOTO crnipaBoYHuKa. C Apyroii CTOPOHbI, OAWH
M TOT XKe MPMU3HAK YacTO He SIB/ISETCA XapaKTepHOW 4epToil Kakoro-
NGO 0AHOTO HacNefCTBEHHOro 3a60/1eBaHUsA, a BCTPeYaeTcs npu pas-
HbIX (hopmax. Moapo6Hee 3TOT BOMpoc GyAeT 06CYXKAATLCS B pasgenax,
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YacTb 2. HacneacTBeHHble 60/1e3HN YenoBeka

MOCBSILLEHHbIX COOTBETCTBYIOWMUM 3aboneBaHusaM. TakuMm 06pas3om,
HacneAcTBeHHas NaTonorus npefcTaBfeHa NPaKTUYECKN BO BCeX 06-
NacTax MeguLUHBI.

MaTonornyeckniti heHoTMN (faHHOEe MOHATME 06CYXKAAN0Ch B Npefbl-
[yLleli yacTu) onpegensitoT Kak 6071e3Hb UM cuHgpom. CTporo roeops,
MEXAY STUMU NMOHATUAMMW eCTb MPUHLMMNNANBHOE pas3nnyne. BonesHb Xa-
pakTepu3yeTtca TedyeHneM. OHa MOXET MMeTb CKPbITbI, 6ECCUMNTOMHbI
nepuoA, Hauvano, CepeauHy TeuyeHUs K ucxof (Bbl3fOPOBAEHME WK
CMepTb). [N cMHAPOMa TaKOe TeYEHNEe He XapakTepHo. 3TO BPOXKAEHHOe
naTonorMYeckoe COCTOSIHME, MCYE3atoLLEE CO CMEPTbIO MHAMBUAA. OfHa-
KO Ha NPaKTUKe NOHATUSA «B60Me3Hb» U «CUHAPOM» 06bIYHO YNOTPe6NsoT
KaK CUHOHUMBbI.

CnegyeT pa3nuuatb TakxKe MOHATUS HACNeACTBEHHbIE U BPOXKAEHHbIE
6onesHn. BpoxaeHHble 60/1e3HN —3a60/1eBaHMs, KOTOPbIE MPOSBAAIOTCS
yKe npu poxaeHun pebeHka. OHW MOryT BbITb 06YC/IOB/EHbI KaK FreHeTu-
YECKMMMW MPUYMHAMK, TaK M HapyLleHWsMU 3MOpUOreHesa BCMeACTBUE
BO34elCTBNSA TepaToreHHbIX (hakTopoB. B TO e BpeMs HeKOTOpble Ha-
CNefiCTBEHHbIE 3a60N1eBaHMS MOTYT NPOSABNATLCA YXKe Noc/ie POXKAEHUS B
[eTCKOM, a HepeaKo 1 3penom Bo3pacTe. CyLLecTBYeT eLle 1 MOHATUE «Ce-
MeliHble 60ne3HM». OHO OTHOCUTCS K 3a60/1eBaHMSAM, KOTOPble Habntoa-
lOT Y UNIeHOB OfHOI ceMbM. CeMeliHble 60/1e3HN He 0653aTeNbHO ABNAIOT-
A HacneacTBEHHbIMW. MOMWMO FeHeTUYECKUX NMPUUUH OHW MOTYT 6bITb
06ycnoB/ieHbl 0CO6EHHOCTAMM MUTaHWA, 06pas3a XM3HWU, COLManbHbIMU
(hakTOpamu. Hanpumep, ecnu cembst NPOXMUBAET B CbIpPOM TEMHOM MOA-
Basle, HE MMEeT BO3MOXXHOCTM MOMHOLLEHHO MUTATbCA U ABNSETCA COLM-
anbHO He6Naronony4YHoi, BepOSTHOCTb CEPbE3HbIX 3a601EBAHMIA, BK/IO-
yasi, Hanpumep, Ty6epkynes, 6yaeT BbICOKOIA.



TR WD

KOHTPO/JIbHBIE BOMPOCHI

KakoBbl MpUHLMNbI Knaccuukaumm HacneAcTBeHHbIX 601e3Hen?
C yeMm cBfizaHa NaTo/IOrUA XPOMOCOMHbIX 60/1€3HelR?

KakoBbl NPUHLMMbI T€HHbIX 60M1€3HeR?

Ha3oBuTe TuNbl KnaccmmKaLm MOHOreHHbIX B0Ne3HeN.
MMosfcHNTE MOHATWA: HacnefCTBeHHas 00ne3Hb, BPOXAeHHas 6o-
Nne3Hb, ceMeiiHas 60M1e3Hb.

0 XIGHH98L0TaLoeH unnexncmnadewy 1IqumnHudy T ewa]
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TEMA 2

XPOMOCOMHbIE BONE3HN

POMOCOMHbIE 60/1€3HN BbIABNAKT Y 7—8 HO-

BOPOX/EHHbIX W3 TbICAYM, 4YTO COCTaBNseT
0K0Mo 1%. BmecTe € TeM Ha [0/10 XPOMOCOMHbIX
aHOManuin npuxogmTca npumepHo 50% CMOHTaH-
HbIX a6OPTOB, NPUYEM YacTOTa HapyLUeHWiA Kapu-
oTuna y aM6pmoHa CHMWXKaeTCs No Mepe yBenmye-
HUA cpoka recraumu: oT 60-75% npu cpoke
6— Hep [0 2—% —pna 17—28 Hef. VIHbIMUK cno-
BaMu, elle Mpu BHYTPUYTPOBHOM pasBUTMM OCy-
LecTBAseTCA 0T60P, M NPMPOAa B MEPBYIO OYepedb
n36aBnseTca OT HOCUTENen natonorun. B cTpykTy-
pe o6Lwein cmepTHOCTW feTelt fO 5 NeT Ha LONH
XPOMOCOMHbIX 6011e3Hein npuxogutces 3-4%.

B ocHoBY knaccuukaumm XpOMOCOMHbIX 60-
Ne3Hel NONoXeHbI TUM XPOMOCOMHO aHOManuu u
XapakTep aucbanaHca XpOMOCOMHOr0 mMaTepuana:

—TeHOMHble MyTauuu (YNCNEHHbIE Hapy-
LUEHNS MO OTAE/MbHLIM XpOMOCOMaM 160
HapyLleHna KpaTHOCTU NOJIHOTO ranfiong-
HOro Habopa XpoMoCoMm);

——CO06CTBEHHO XPOMOCOMHbIE My TaLuu (CTPYK-
TYPHble NMepecTPoNKN XPOMOCOM).

Nobas 13 XpOMOCOM MOXET BOBNEKATbCS B UMC-
NEHHbIe U CTPYKTYPHbIE U3MEHEHMS, NO3TOMY B KNK-
HMWYECKOI NpakTUKe Habmo4aloT 60/bLLIOe Pa3HOo-
Hpasne onMcaHHbIX XPOMOCOMHBbIX 3a00/1€BaHMIA.

CyLecTBYIOT 06LWMe KIMHUYECKME MPU3HAKM,
Mo3BoAKOLL e 3arMof03pUTb aHOMaIMKU XPOMOCOM,



M 4YaCTHOCTU (PM3MYECKOe M MCUXMYECKOe HeAopa3BUTUE, YEpernHo-
InaeBoii AncMopgn3mM, MOPOKU PasBUTUA BHYTPEHHUX OpPraHoB W Ap.
Kpome TOro, MmMeroTCA MpU3HaKW, XapakTepHble (MaTOrHOMOHWYHbIE)
uni OTAeNbHbIX CMHAPOMOB. Ana cuHapoma [ayHa, Hanpumep, MOHro-
NouaHbIi paspes rnas, Makpornoccus, «06e3bsiHbA CKagka» Ha nafoHsAX
(puc. 2.1, cM. UB. BKNENKY).

Hanbonee MH(OPMaTUBHBLIM [N BLISBMEHNS XPOMOCOMHbIX 60Me3-
Hell ABNSETCS LUMTOreHeTUYeckoe o6cnesoBaHne, CyLliecTBYHOT Cnefyto-
LMe NOKa3aHUa 4ns NpoBeAeHUS LUTOTeHeTUYECKOM ANArHOCTMKM:

—00nbHbIE C MOPOKaMy pasBUTUA ABYX Win 60nee cUCTEM;

—60/bHble C ONNTOGPEHMNEel B COUETAHUM C MOPOKaMU pasBuTUS;

—poauTenu feteii C XpOMOCOMHbIMU CUHAPOMaMU;

—C/y4anm HoCuTenbCcTBa cbanaHCMPOBAHHOW CeMeliHOM TpaHcno-
Kauuu;

—CMOHTaHHble abopThbl, CAy4yan MepTBOPOXAEHWS, NPUBbIYHOE
HeBblHaLLBaHMe 6epeMeHHOCTK, 6ecnnogue;

—nauMeHTbl C 334€PXXKOIA NOOBOr0 pa3BUTHSA, AUCTEHE3Nel roHag,
ameHopeeii;

—MaTonorma nnoga, BblSBAEHHAA MpW Y/AbTPa3ByKOBOM MUCCNeno-
BaHuu (¥Y3W1).

PaccMOTpUM OTZeNbHble HO30/1I0TMM Hambonee pacnpoCTPaHEeHHbIX
XPOMOCOMHbIX 60/1e3HEN.

FETEPOMIONONA MO AYTOCOMAM

Pa3nunualoT reteponaonamm no aytocomam, UX npumepaMu MoryT 6bITb
cuHapom JayHa (Tpucomus no xpomocome 21), cuHapom Snsapgca (Tpu-
coMMs No Xpomocome 18), cuHapom Matay (Tpucomus no Xxpomocome 13).

CuHgpom [ayHa

NepBoe KNNHWYeCKoe onncaHue cuHapoma JayHa otHocuTcs K 1866 .
YactoTta B nonynaumm 1:600—650 HoBOpOXAeHHbIX. Cpean YMCTBEHHO
OTCTasnbix geTeli BbIaBAAT 10—12% 60/bHbIX ¢ cMHAPOMOM [ayHa. Mpu-
YMHOW BO3HUKHOBEHUA 60Ne3HM SBASETCA MPOCTOE HepacxoXaeHue
XpPOMOCOM B Meiio3e. HabnoparT CuibHYI0 3aBUCMMOCTb BEPOSATHOCTM
poXaeHns pebeHkKa ¢ CMHAPOMOM [layHa OT BO3pacTa MaTepu.

Y notomctBa monogbix (0T 19 go 35 neT) martepeit oHa Haumbonee
HW3Kas, npuyem B Oofee paHHeM BO3pacTe MOXET ObiTb MOBbILIEHA.
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YacTb 2. HacnenctBeHHble 60/1e3HN YenoBeka

K 40 rogam puck Bo3pacTaeT 6onee YeM BTpOe, a K 45 rogam cocTasfsieT
YK€ HeCKOJIbKO MPOLIEHTOB.

Yale Bcero npu LMTOreHeTUYECKOM 06C/efA0BaHUN 6OMbHBIX C CUH-
ApomoMm [layHa B KapuoTune 06Hapy>XMBalOT TPUCOMUIO MO XPOMOCO-
Me 21, npn6nm3nTensHo 95% cnyyaes. Ewe npumepHo 4% —TpaHcnoka-
UMK, Korga u3bbITo4yHas Xpomocoma 21 TpaHC/ouMpoBaHa Ha OfHY U3
Xxpomocom rpynnbl D (xpomocombl 13—15) unn G (vawe Bcero 21, HoO
BO3MOXHO 1 22). B 3aTOM Cnyyae poguteny MOryT 0Kas3aTbCsl HOCUTENAMMU
cbanaHcMpoBaHHON TpaHcnoKauun. W, HakoHel, 1% cocTaBnsitoT 60/b-
Hble C MO3anyHO (HOpPMOiA. BbipaXkeHHOCTb 3a60/1EBAHNSA Y HUX 3aBUCUT
OT JONN TPUCOMHbBIX KNETOK: YeM KX OyfeT 60nblue, TemM 60nee 6yaeT Bbl-
PaXXeH NaToNornyeckKuii eHoTumnm.

XapakTepHble BHeLIHWEe MPU3HAKN HAONIOAAT YXKe Npu PoXAeHUK
60nbHOro pebeHKa, a No34Hee OHU NMPOABNAIOTCSA eLle 60/ee YETKO.

BonbHbIE OTNINYAKOTCA HEBBICOKMM POCTOM, MOSHOTOM. Y HUX KpYrioe
M/I0CKOe INLL0, MOHIOJIONAHbIV pa3pes rnas, ManeHbkue e)opMmpoBaH-
Hble YLK, NOAYOTKPbITbIA POT C TOACTLIMW Ty6aMn 1 6OAbLIMM He MoMe-
Lwarowmmes B0 pTy A3bIKOM (Makporsioccus), y3Koe U KOpoTKoe HEBO,
XapaKTepHblii ronoc. HeogHOKpPaTHO OTMEeYanu, YTo 60MbHbIE C CMHAPO-
MOM JlayHa BHellHe GO/bLUe CXOXU APYr C APYrOM, HEXEeNU € UX Hop-
Ma/IbHbIMU pPOAUTENAMU, BpaThamMmn U cecTpamu. Kpome BHeLIHUX Npu-
3HaKOB MOXHO OTMETUTb YacTO BCTpevarlolmMecs MOpPoKM cepaua u
OpraHoB NULLLEBApPUTENLHOMO TPaKTa, AehopMaL My CKeeTa, UMMyHoe-
(DULUTHBIE COCTOSHUSA; Y 60/bHBIX YAaCTO BO3HUKAIKOT 3/10KaYeCTBEHHbIE
OnyXxonu.

Mpu cnHgpome [ayHa pe3ko CHVDKEHa NPOLO/MKUTENBHOCTb XU3HMU,
06bI4HO OHa cocTaBnsAeT 25-30 neT. OfHaKo pa3BMTUE COBPEMEHHOI Me-
AVLMHBI MO3BONSET UM JocTUraTb M 6ofiee 3pefioro BO3pacTa; onucaH
601bHOW ¢ cuHapomom [ayHa B Bo3pacTte 70 neT.

bofibHble ¢ cMHApOMOM [layHa OTCTaloT B YMCTBEHHOM pPa3BUTUW.
[etn ¢ aTm 3a60oneBaHMeM, KakK NMpaBusIo, OYEHb /TACKOBbLIE U MPUBA3bI-
BalOTCA K TEM, KTO UX 06CnyXuBaeT. B psage cnyvaeB BO3MOXHA WX agan-
Tauus K XXM3HW —OHU MOTYT 06CNTy)XKMBaTb Ce65, BbINOMHAT HEC/TOXKHYHO
paboTy. B npecce paccka3sbiBasocb 0 TOM, YTO Bajenew, 04HON 13 rocTu-
HWL, Npurnawan ans BbIMOMHEHMS NPOCTON HeKBanMMLMPOBaHHOM pa-
60Tbl 60/1IbHBIX C CUHAPOMOM [layHa, Xefiasi TEM caMbIM MOAAEPXKaTb UX.

B npuHuune, 60nbHbIE C CUHAPOMOM [layHa MOryT UMETb AeTeit: onu-
CaH Cnyyvaii pOXKAEeHWNA HOPManbHOro pebeHKa MaTepbio C TPUCOMUER Mo
Xpomocome 21.
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[Apyrve ayTocOMHble TPUCOMUN

[pyrve ayTocoMHble TPUCOMUU BCTpevatoT ropasfo pexe. B i960 r.
MbIAN ONKWCaHbl ABa 3a6onesaHns —cuHApom Matay (TpUcomMms Mo Xpo-
mocome 13) n cuHapom 3asapgaca (TpucoMum no xpomocome 18), Kaxjoe
Ma KOTOPbIX BCTPEYaOT € 4acToToi npumepHo 1:6000—1:7000 HOBOPOXX-
NCHHbIX. [pun cuHapome Matay YacToTa MOXeT 6bITb U HKe (go 1:13 000),
MpW 3TOM YKUCNO AEeBOYEK Y MaslbYMKOB OLMHAKOBO, & BOT NPU CUHLPOMe

)ABapfca ieBOYKY POXKAAOTCA YalLle.

Mpy cnHapome lMaTay 4acTO BCTPEYAOT pacLLeniuHy BepxHel ry6bbl u
Heba, 106 HM3KWIA, CKOLIEHHbIW, rnasHble LLenn y3kue, ylwHble pakoBu-
Hbl fethopMumpoBaHbl. bonee yem y 70% 60MbHBIX HAaGMOAAKT MOPOKU
OpraHoB 3peHus.

BonbHble ¢ cMHApPOMOM OfBapAca MMEKT XapaKTePHYH BHELLHOCTb:
Y3KNe KOPOTKUe rnasHble Wenu, AedopMUpoBaHHbIe HU3KO PacroioKeH-
Hble YLUW, MaNeHbKUIA PoT, KOPOTKaAa Les, «NTUUWiA Npodnsb».

B o6oux cnyyasax Habn10 a0 T MHOXECTBEHHbIE MOPOKM pa3BuTUs, no-
POKW CepAua, >XenyL0YHO-KWLIEYHOro TpakTa, MoAoBbIX OpraHos. [etu
yalLe BCEro norubatoT B MepBble HELENN KU3HN.

CTPYKTYPHbIE MEPECTPOVIK/ XPOMOCOM

XpPoOMOCOMHbIe 60NE3HU, 06YCNIOBAEHHbIE CTPYKTYPHBLIMI MEPECTPOii-
Kamu XpOMOCOM, OYeHb MHOFQUUC/IEHHbI. Camble pasHble MEPecTPOKy
XPOMOCOM: [ieNIEHNM, UHBEPCUM, AYNAMKALUMW, TPaHCI0KaLuW, KonbLie-
Bblé XPOMOCOMbI M MP. MOTYT HaG/MOAATLCS B KAPUOTUMAX GOMbHBIX, NPU-
UeM HEKOTOpble C/lyyanm YHUKa/bHbl. KJMHUYECKU W LMTOFEHETUYECKU
naeHTMdrUMpoBaHo Gonee 100 cuHAPOMOB, MpuUBELEM HEKOTOPbIE MPU-
Mepbl.

CWHIPOM «KOLLIAYbero Kpuka»

MpuYnHON ero ABNAeTCA LeeLmns YacTu KOPOTKOrO njeya XpoMoco-
Mbl 5 (KapuoTtunsl 46, XX, 5p' unu 46, XV, 5p ). Yactota cpegu HOBO-
poxaeHHbIx cocTtaBnsieT 1:50 000, a cpeawn AeTeld ¢ 3a4epXKKOA YMCTBEH-
Horo pas3sutua — 1:350. OnucaHbl Mo3an4yHble QOpMbl. [eTn ¢ 3TUM
CMHAPOMOM, KaK NpaBun/o, POXAaKTCA NOC/e HOPMaibHO NPOTEKaBLLEN
6epeMeHHOCTU. XapaKTepHbIM MPU3HAKOM 3ab0/ieBaHUA ABNAETCA MO-
HOTOHHBIN MW PE3KNIA KPUK, MOXOXMI Ha KOLlaybe MAYKaHbe, Mpuyn-
HOVi KOTOPOIO ABAAKTCA U3MEHEHUS FTOPTaHW. Y 3TUX AeTeld HabnogaoT
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YacTb 2. HacneacTBeHHbIe 60/1e3HN YenoBeka

TaKKe MuKpouedanuio (yMeHbLUEHWE pa3MepoB roJi0Bbl), YHOOOpas-
HOE NMLO C YMEHbLUEHHOW BEPXHei YentCTbio U CKNafkaMu B yronkax
rnas, HU3KO pacrosoXeHHble geopMupoBaHHble yiun. OTMevaroT Tak-
)€ MbILLIEYHYI TMMOTOHMIO, MOPOKN cepAla, MaTonorno KOCTHOM Cu-
CTeMbl, fethopmaunto cTon (BKIOYasa cpalleHne COCefHMX nanbles —
KMHOJAKTUANA MU3NHLEB, KOXHAA CUHAAKTUANA 2-T0 U 3-T0 NanbLes
HOI) 1 HeKoTOopble Apyrve npusHaku. Bce 60/bHblE XapakTepusyroTcs
TSOKENOW (POPMOI YMCTBEHHOW OTCTaNOCTW. XOTA NPOAO/MKUTENbHOCTb
XXW3HWN BOJIbHBIX C CMHAPOMOM «KOLLAYbero Kpuka» Bbille, YeM Y CTpa-
JaoLWnX ayTOCOMHbIMU TPUCOMUAMU, TeM He MeHee, BOMbLUMHCTBO UX
yMMpaeT B paHHeEM Bo3pacTe. BmecTe ¢ Tem, onucaHbl 60MbHbIE CTapLue
50 ner.

K uucny 3abonesaHuii, 06yCNOBMEHHbIX CTPYKTYPHbIMU MEPECTPOi-
Kamy XpOMOCOM, CNnefyeT OTHeCTU Takxke CMHAPOM Bonbgha—XupLuxopHa
WM CUHAPOM feneummn KOPoTKOro Mneya XpoMOCOMbI 4, BCTpeyatoLmincs
c vactoToin 1:100 000 (Bcero onwcaHo 6onee 100 cnyyaes), CMHAPOM
ge Tpywm mam crHapom mMoHocoMmm 18p , BCTpevaroLwumiica ¢ 4acToToin
1:60 000 pOXXAEHWI N BO3HUKAKOLMIA B 6ONBLUMHCTBE C/y4aeB B Pe3y/ib-
TaTe Aeneumun BO BPeMs raMeToreHesa y O4HOM0 U3 poauTeneid, u MHOrme

apyrue.

3ABOJIEBAHNA, CBASAHHBIE C AHOMAJTNAMUN
MONOBbLIX XPOMOCOM (FOHOCOMHbIE CUHAPOMBI)

Mpynna 3abofieBaHWii MpeAcTaB/ieHa B OCHOBHOM MO/IMCOMMER MO
nonosbiMm xpomocomam, X wunm Y. Cioga Xe OTHOCAT MOHOCOMUIO
no X-xpomocome.

CwuHgpom LllepelueBckoro-TepHepa

CuHgpom Lepewesckoro-TepHepa (MOHOCOMUIO MO X-XPOMOCOME)
Hab/lo4aloT TOMLKO Y feBoYeK. Yallle BCero npu LMTOreHeTUYeCKOM 06-
cnefoBaHUM 06HapyXusalT Kapuotun 45, X0, HO MHOr4a BCTpeyarT U
Apyrue aHomanuu X-XpoMOCOMbl — [ieflelnt, KOJbLEeBble XPOMOCOMbI,
mMo3amumsm. Yactota BcTpeyaemocTu coctasnseT 1:3000 HOBOPOXAeH-
HbIX geBoyek. CuHapom LU epeliesckoro-TepHepa yacTo ABAsAeTCA Npu-
YMHOI CMOHTaHHbIX abopTOB.

BaxHOW 0cobeHHOCTbIO 3aboneBaHNA ABAAETCA NOMAOBOW MH(AHTU-
Nn3M. BHYTpeHHUWe 1 HapyXHble NON0Bble OpraHbl HeJopasBUThl. Y HOBO-
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POX/AEHHbIX MOXET HabM0AaTbCsA XapakTepHas Kpbl/IOBUAHASA CKNajlKa Ha
LLee, MHOXECTBEHHbIE Ma/ible aHOManuu pas3sutus, B 50% cnyyaes Ha-
6nofatoT MMMQaTUYeCcKne 0TEKM KUCTel 1 cton (puc. 2.2, CM. UB. BKEN-
Ky). V13 3a60/1€BaHNI BHYTPEHHNX OPraHOB OTMEYatoT MOPaXXeHWs Cepa-
La, aHOMaiMM MOYeBOI CUCTeMbI (MOYEK).

[eTu yxxe c camoro Havasa pasBuTuA OTCTalOT B pOCTE, a B Nepuos no-
JIOBOTO CO3PeBaHUS Yy HUX He (DOPMUPYIOTCA BTOPUYHbLIE MOJSI0BLIE MPK-
LWaku. PocT B3pOC/bIX XXeHLWWH ¢ cuHapoMom LLlepeluesckoro—T epHepa
cocTaBnseT B cpefHem 135 CM. Y HUX HE MOXeT ObITb feTeld, 04HAKO Npu
MO3anyHoin (hopme 3ab0neBaHNUA C MEHEE BbIPXXEHHOWN KMHWYECKON
KapTMHOI OMMCaHbl Clyvan AeTOPOXKAEHUS.

Bo/ibHble He OT/IMYAOTCA BbICOKUM WHTE/IEKTOM, & B psafe Cnyvaes
Habn0faeTca YMCTBEHHAA OTCTaNOCTb. Y HUX CBOEOOPa3HOe MbILL/IeH e,
MacCMBHOCTb, Y30CTb WHTEPECOB, CKNOHHOCTb K Mcuxo3am. [ns 3atoro
CMHAPOMA XapaKTepHbl YTPUPOBaHHbIE XXeNaHusA: 4eBOYKM MEYTAIOT CTaTb
6anepuHamun, KMHO3Be3gamu, aktpucamu. XKenaHus y HUX He COOTBeT-
CTBYIOT BO3MOXHOCTAM — MPOUCXOAUT TMNEPKOMNEHCALUA HEOCO3HAH-
HOro gedexTa.

MonuceMmust Mo X-XpOMOCOME Y YKEHLLIMH

"pucomusa X-xpomocombl (47, XXX) —Hanbosee pacnpocTpaHeHHas
(hopMa NosMCOMUMN MOMIOBLIX XPOMOCOM Y >KeHLLMH, BCTpeyaroLasncs C
yacToToin 1:1000-1:2000 HOBOPOXAEHHbIX AEBOYEK. ITO 3abosneBaHuMe
Ha3bIBalOT ELLEe «CYMepPXKEeHLWNHa». Ha caMoM fene «CBepXXKeHLNHA Hao-
60poT»: ¥ HOCMTENbHUL, 3TOI NaToNornM cnabo pasBuTbl NOOBbLIE MPU-
3HaKMW, HapyLLUeHo nonoBoe passutue. OHU MMEIDT rpybble YepTbl LA,
(hMrypa 4acto HarmoMMHAET MYXCKYIO (C LUMPOKMMM nnedvamu). NHorpa
OTMeYatoT YMCTBEHHYIO OTCTaNIoCTb. BOJibHbIe YacTo OblBaOT Gecnsoa-
HbIMMW, HO B HEKOTOPbIX Cy4asx MOTyT UMETb [eTeld.

Pefiko BCTpeyaroT XeHWuH ¢ 4 (TeTpacomus), 5 (neHTacommus) u 60-
nee (oo 12) X-xpomocomamu. B atux cnyyasx ¢peHoTun ewe 60nee Bbl-
paXkeH.

Monmcommsa no X-XpoMocome Y My>XXHUH

Monncommua no X-xpoMocome Y My>XYH MPUBOAUT K MOSAB/IEHUIO 3a-
60neBaHNs, M3BECTHOIO Kak cMHAPOM KnsaliHdenbTepa 1 BCTpeyatoLLero-
ca ¢ yactoTtoi 1:500-700 HOBOPOXXAEHHbIX Ma/b4yMKOB. Yalle BCero peyb
naeT 06 OfHOW M36bITOYHON X-xpomocome (kapuotun 47, XXY). CuH-
apom KnsiHenbTepa NposBAseTCs ¥ Ma/lb4MKOB B NepPUOS NONOBOrO CO-
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YacTb 2. HacneacTBeHHble 60/1e3HN YenioBeKa

3peBaHusA, Korja 3aMeyaloT 0TCTaBaHue B Pa3BUTUN BTOPUYHBIX MOMOBbIX
MPU3HAKOB.

Mpu3Hakamy 3a60neBaHNS ABNAKOTCA BbICOKWIA POCT, €BHYXOWAHOE
CTPOEHME TE/OCN0XEeHUs, TMHeKoMacTua (pa3BuTue CBEPX HOPMbl MO-
NOYHbIX Xenes), cnabblii poCT BOMOC HA NNLE, B NOLMbILLIEYHbIX BNagu-
HaxX W Ha I00Ke, CKNOHHOCTb K OXXMPEHUIO; INYKWN PEe3KO YMEHbLUEHb! B
pasmepax, U UMEHHO 3TO fABNAETCH INaBHbIM K/IMHWYECKUM NPU3HAKOM
(puc. 2.3, CM. UB. BK/EIKY). Y 60/bHbIX HapyLeH CrepMaToreHes, OHM
6ecnnofHbl; cMHApoM KnsaiHgenstepa HabnogaT y 10% MyX4uH,
CTpagarLux 6ecnaiogmem.

B 25—50% cny4aeB Ha6/1104atl0T YMCTBEHHYIO OTCTa/10CTb, JOXOAALLYIO
[0 [ebunbHOCTKM, a BooOLe 3ab0neBaHne BbISBASIOT Y 1—2% My>XUMH C
ONUTOQpEHMEN.

BcTpeyatoT onuncaHns 60nbHbIX C CMHAPOMOM KnsiiH(enbTepa ¢ He-
CKOJIbKUMU  «[106aBOYHbIMU» X-Xpomocomamu; 48, XXXY; 49, XXXXY.
YBenuueHue yncna X-XpomMocoM B FeHOTUME CBA3AHO C YCUIEHUEM YMCT-
BEHHON OTCTaNOCTW, HApPYLUEHUAMU MCUXMKK, aHTMUCOLMANbHBIMK MO-
CTyNKaMn ¥ ankoronnsmom. OO6bIYHO 3TW NHOAM ABNAIOTCA NauueHTamu
NcUXMaTpuyecknx 6o0nbHUL. B TO >Ke Bpems O0ObIYHbIA  CUHAPOM
KnaiindenbTtepa, 47, XXY, BbISBASIOT U CPeay N0 ¢ HOPManbHbIM WH-
TENSIeKTOM.

[Monucomua no Y-xpomocome

Mofo6HO TOMY KaK M36bITOUYHAA X-XpOMOCOMa MPUBOAUT K POXK[e-
HUIO «CYMEPXEHLLMHbI», MYXXUUH C INLLIHEN Y-XPOMOCOMOW MOXHO 6bino
6bl Ha3BaTb «CyMnepMy>XX4uHamu». Manbuuku ¢ kapuotunom 47, XYY
poxaaroTca ¢ yactoToi 1:1000 (c kapuoTmnom 48, XYYY — 1:250 000; 49,
XYYYY — 1:250 000). BHelHe OHM Masio OTIMYAKTCA OT MY>KUUH C HOP-
Ma/lbHbIM XPOMOCOMHbIM HabopoM. B kauecTBe 0COGEHHOCTU MOXHO OT-
MeTUTb 60Nee BbICOKUIA POCT, A/IMHHbIE PYKUN, HEKOTOPYHO arpeccuBHOCTb
B NoBeAeHnN. B psjge cryyaeB y HUX HECKOMIbKO CHVXKEH UHTENNEKT (Mpu-
YeM CTeMneHb CHMXEeHWA YBENNYMBAETCA C  YUC/IOM  <«JIULIHUX»
Y-XpOMOCOM), HO FOBOPWUTb O TAXKENON YMCTBEHHOM OTCTaNOCTW BCE Ke
Henb3a. o obpa3sHoOMy OnpefesieHnto, 3T0 «TopemMHaa 6ackeT60/bHas
KOMaHza».

Kasanocb Obl, O4eHb 3aMaH4MBO HaWTU FeHETUYECKWUIA Mapkep npe-
CTYMHOro nosefeHus. Ha camom fAene u3bbiTouHas Y-XpoMocOoMa HU B
KOeM Cnyyae He AB/ISeTCH «XPOMOCOMON NpecTynHocTu». Ha nposiBneHme
HaK/IOHHOCTel YenoBeka OrPOMHOE B/IMSHME OKa3blBaeT cpefa.
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Apyrve HapyLleHus, cBA3aHHbIe C MO/0BbIMU XPOMOCOMaMU

11ocKonbKy peyb 3allia O FeHETUYECKMX HapPYLUEHWUAX, CBA3AHHBIX C
MOJIOBLIMY XPOMOCOMaMU, CrnefyeT YNoMsaHYTb U repmMadpoanTusm (XoTs
mi MOXET B6bITb U He CBA3aH C M3MEHEHMEM 4YKMCna MOMOBbLIX XPOMOCOM
nin Mx nepectpoiikamu). Pa3nuuatoT repMagposuTU3M WUCTUHHBIA K
ncesorepMapoLMTU3M.

epmagpoaut, cornacHo mudgam, 6bin cbiHOM Fepmeca 1 AGQPOLUTLI.
)ro 6bI1n toHOLWa HeobblvainHol KpacoTbl. Korga Humda Canmakuga ysu-
K'na ero Kynatoowmmcs, oHa Biobunacs B Hero. Ee Mo/b6bl 0 B3aMMHO-
rrM He MMenu ycnexa, n Torga 6oru no ee npocbbe CAUAKN ee C BO3NHO-
MHCYHBLIM B OfHO [iBYr0JI0€ CYLLECTBO.

Mpy UCTUHHOM repmMagpoAnUTM3ME Y BOMBHOTO UMEKTCH KakK MyX-
i KMe, TaK U XXEHCKMe NooBble OpraHbl. [010BbIe XKene3bl TAKXKe ecTb U1
MY>XKCKME, W XeHCKue, b0 OfHa Xenesa MOXeT COfepXaTb KakK MyX-
i KMe, TaK 1 XXeHCKME NOoNoBble KMeTKU. Mpu nonoBoM CO3PeBaHUN CHa-
yana pa3BMBAETCH YKEHCKOe Hayano. Y 60/IbHbIX YBENMUYMBAKOTCA MOJIOY-
Hble YXenesbl, MOTYT NMOABUTLCA MEHCTPYaL K. A 3aTeM HacTymnaeT oyepespb
MacCKy/MHu3aLmn.

LiuToreHeTnyeckne nccnefoBaHns rnokKasanm, 4Yto KapuoTunbsl MOryT
HbITb pasnuyHbiMu: 46, XX (50%), 46, XY (20%); Mo03au4yHble (OpMbl
XOIXY; XX/IXY (30%).

MceBgorepmadpoamMTU3M XapakTepnsyeTca pa3HOo6pasHbIMU Bapu-
aHTaMu MPOAB/IEHNA — MO MY>XCKOMY TUMY, XXeHCKOMY. [MosioBble Xene-
1bl UMEITCH TONbKO OAHOrO0 Mosia, HO MOryT MPUCYTCTBOBATL TOHAAbl U
MY>KCKUNE, W XXEHCKWE; OHW MOryT 6biTb HEA0Pa3BUTLIMU, HAKOHEL, OHU
MOryT COOTBETCTBOBATb MOJIOBbLIM MPU3HAKaM [pyroro rorsa.

MpuBegem B KayecTBe npumepa CUHAPOM TECTUKYNAPHOW (hEMUHN-
wummn. TIpy MY>KCKOM KapuoTune 60/ibHble — (EHOTUMNYECKUN XKEH-
WMWHbI, KaK NpaBuio, BbICOKME, CTPOMHbIE, C HE3aBUCUMbIM XapakTe-
pOM. Y TakuX XXEHLWH HET MaTKu, OTCYTCTBYIOT MeHCTpyauuun. OHu
HOPMasbHO OTHOCATCA K MY>UMHAM, HO He MOryT umeTb geTeii. Mo-
BUAMMOMY, UMEHHO Takol 6bina XXaHHa 4 ApK. XXeHW HbI C MY>XCKUM
KapvoTMNOM 4acTO BCTPEYarTCA CPean CnopTCMeHOK, 0A4HaKo ux 6ne-
CTAWME pe3ynbTaTbl 6bIBAIOT aHHY/IMPOBAaHbI MOCNe COOTBETCTBYHOLLEN
XCMEPTU3bI.
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YacTb 2. HacnenctBeHHble 60/1e3HN YenoBeka

KOHTPO/JIbHBIE BOTIMPOCHI

MepeuncnnTe BUAbI FEHOMHBIX 60NIE3HEN.

UTO MOMOXEHO B OCHOBY KnaccuuKauuii XPOMOCOMHbIX 60-
nesHen?

KakoBbl 06LLMe KIMHNYECKUE NPU3HAKK, MO3BOMAIOLLME 3aMn0L0-
3pUTb aHOMaIMN XPOMOCOM?

B kakux hopmax BcTpeyaetcs cuHgpom [ayHa?

Kakue 3abonesaHus, kKpome cuHgpoma JayHa, o6ycnoseHbl Tpu-
commnammn?

Mepeuncnute 3a6oseBaHns, CBA3AHHbIE C aHOMaNMAMM MO MoJIo-
BbIM XpPOMOCOMaM.

UeM oOT/MyaeTcs MoOAMCOMUA MO X-XPOMOCOME Y >KEHLIUH OT
MoMCOMUM MO X-XPOMOCOME Y MY>KUUH?

OnunwunTe eHoTMNMYecKne 0co6eHHOCTU CUHAPOMOB LLlepelues-
ckoro—T epHepa, KnainHpensTepa, TpucoMmm-X.



TEMA 3

EHHbIE BONE3HU

€HHble 6011e3HN —Trpynna 3abonesaHuid, 00y-
I_ C/IOBNEHHbIX MYTaUWUAMU OTAENbHbIX TEHOB.
KnuHuuyeckas KapTuHa TeHHbIX 3aboneBaHuii
OYeHb pasHoobpasHa. MaTtonornueckuii npouecc,
BO3HMKAIOLWMWIA B pe3ynbTate MyTauMm eanUHUYHO-
ro reHa (MoHoreHHoe 3a6oneBaHue), MOXeT Mpo-
ABNATbCS OLHOBPEMEHHO Ha MONEKY/NAPHOM, Kie-
TOYHOM ¥ OPFaHHOM YPOBHSIX.

Knaccuukaums MOHOTEHHbIX HacneiCcTBeH-
HbIX 3260/1€BaHM1 OCHOBAHA Ha Pa3/IMYHbIX MPUH-
umnax.

-- leHeTuuecknii npuHUMN (NogpasgeneHue
Mo TMnam HacnefoBaHms —Tabn. 2.2).
* AYTOCOMHO-A0OMUHAHTHbIE.
mAYTOCOMHO-PELLECCUBHbIE.
* X-cuensneHHble JOMUHAHTHbIE.
mX-CLEen/eHHbIe PeLLeCCUBHbIE.
mY-CLEMNMeHHbIE.
8 MuTOXOHApPManbHble (PacCMOTPEH OT-
[leNnbHO).
—KnnHnyecknii npuHUMN (B 3aBUCUMMOCTM
OT MOPAXEHHbIX CUCTEM OPraHoB).
—TIlaToreHeTUYeCKUiA NpUHLUM.
m bo/1e3Hn 06MeHa BeLLecTB,
B CUHAPOMbI MHOXECTBEHHbIX BPOXAEH-
HbIX MOPOKOB Pa3BUTKS,
8 Kom6rHuMpoBaHHbIe hOpMbI.
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YacTb 2. HacneacTBeHHble 60/1e3HN YesioBeKa

Twin HacnegoBaHNS

AyTOCOMHO-A0MWHAHTHBII
BonbHbIe BCTpeyaroTest

B K&XK0M MOKO/IEHUM

Y 60MbHBIX POAUTENei POX-
[laeTcst 60/bHOI PebeHOK
My>KUMHBI 1 KEHLLHDI
GONEHOT C Pa3HOIA YaCTOTOM

AyTOCOMHO-PeLIECCUBHbIN
BonbHble MOryT He BCTpe-
yaTbCsl B NpeaplayLLeM
MOKO/IEHUN

BonbHoI pebeHOK poXaaeT-
Ay 3[0POBbIX poauTenei
My>KUMHBI 11 YKEHLLMHBI
60N€eL0T C paBHOI YacTOTOM

X-CLUenneHHbIn JoMun-
HaHTHbI

AHa1I0rnyeH ayTocOMHO-
[OMWHAHTHOMY, 33 UCK/IO-
YeHUEM TOr0, YTO MY>KUMHBI
nepejaroT NPU3HaK TOJbKO
Jouepam

X-cLennieHHbIN peLec-
CUBHbII

BonbHble MOryT He BCTpe-
yaThCsl B MPeAblayLLEM
MOKO/IEHUN

BonbHO pebeHoK poXxaaeT-
A Y 340POBbIX poauTeNei
BoneloT NpemMyLLecTBEHHO
MY>KUMHbI

Tabnnua 2.2. HacnegoBaHe MOHOTeHHbIX 3a60/1eBaHUiA

BeposaTHOCTb poxae-
H1S 60/LHOI0 pebeHKa

100%, ecnm xoTs 6bl
OAVH poauTe/b roMo-
3UroTeH

75%, ecnn 0ba poaute-
NS TeTePO3UTOTHbI
50%, ecnv oAuH poau-
Tefb reTepo3nroTeH

25%, ecnmn oba poguTe-
NS reTepo3nroTHbI
50%, ecnv oguH poau-
Te/lb FeTepoO3UroTEH,

a ipyroii roMosuroTeH
no AetheKTHOMY reHy
100%, ecnn 06a poau-
TeNs peLeccuBHble
rOMO3MrOTbl

[JeBouku, oT reteposu-
FOTHOW MaTepu
1 6onbHoro otya (50%)

Mprvepbl

CuHzpom
MapdaHa
Heiipodhmbpomaros
PeknunHrayseHa
Xopes
[eHTUHrToHa

ATakcus
TeneaHrnakrasus
MykoBucLmnaos
DEHNNKETOHYPUA
"anakTosemus
BpoXaeHHbIN
rmnoTepunos

mnodgocdaremus

"emodmnus
CWHAPOM NTIOMKOIA
X-XpOMOCOMBbI
(MapTtuHa—benn)

|_|pI/I dyTOCOMHO-AOMWHAHTHOM TuNe HacnenoBaHUA 60/bHbIE BCTpe-
4alTCA B KaXKAOM MNMOKONTEHUN.
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X-CuenneHHbIi JOMWHAHTHbLIA TUM HAacnefoBaHWsA CXOLeH C ayTo-
NMMMO-AOMUHAHTHbIM, 3a UCK/TIOYEHWEM TOTO, YTO MYXXUMHbI NepejaroT
MM npusHak TOMbKO Ao4Yepam (CbIHOBbS MOy4aroT OT oTuad Y-Xpo-
MOCOMY).

Mpy X-CLEenneHHOM peLecCMBHOM TUMNe HacnefoBaHWUs 60MbHbIE no-
iIMNAITCA HE B K&XOM MOKOMIEHWM; Y 30POBbIX POAWTENeli poxaaeTcs
OHbHOV pebeHOK (Tak Xe, Kak 1 npyu ayTOCOMHO-PEL,EeCCMBHOM Tune),
rHO/ICIOT NMPEUMYLLIECTBEHHO MY>KUWHbI; BEPOATHOCTb POXKAEHWNSA 6OMIbHOTO
pebeHka cocTasnset 25%, npuyem 411 Ma/ib4MKOB OHa paBHa 50%.

Mpu Y-cuenseHHOM (ronaHApUYecKoM) TuMe Hacnef0BaHUA 60/bHbIe
MMEITCA BO BCEX MOKONEHUAX; OOMEI0T TOMBbKO MY>UMHbI; Y 60MbHOro
onm 60JIbHbl BCE €ro CbIHOBbA, TakK YTO BEPOATHOCTb HAc/Mef0BaHUs AN
MasibynKoB cocTasnset 100%.

YCTaHOB/EHWE TUNA HaCNeA0BaHNA KpaiiHe BaXKHO 1A MPOrHo3a no-
IOMCTBA NPN MEAUKO-TeHETUYECKOM KOHCY/IbTUPOBAHUN.

PaccMOTpMM HekoTOpble Haubonee pacnpocTpaHeHHble MpPUMepsl
pasHbIX TUMOB reHHbIX 601e3Hel.

AYTOCOMHO-A0MUHAHTHbI
TWUM HACNTEOOBAHWA

CwuHgpom MapdaHa

Bnepsble 3a60/1eBaHMe 6b110 onucaHo B. MapdgaHom B 1886 r. YacTo-
ra B nonynsaymm 10 000-15 000. MpuunHa — myTaums B reHe puopuan-
rna, N10Kann30BaHHOM B J/IMHHOM [/le4e XpOMOCOMbI 15.

BonbHble ¢ cuHapomoMm MapaHa OTINYAKTCA BbICOKMM POCTOM
(puc. 2.4, cMm. UB. BKNelKy). Y HMX naykoobpasHbie AAUHHbIE TOHKME
nanblbl, NpUYeM Npu 06xBaTbiBaHUW MEPBLIM U NATbIM NasbLamMu 3a-
NACTbA APYroil pyKn oHW 0653aTeNlbHO MepekpbiBaloTca (CMMNTOM 3a-
nacTbd). Kpome TOro, Hepefko oTMmedvatoTcs gedopmayus rpygHol
KNeTKW, MN0CKOCTOMNNE, NaxoBble U 6eipeHHbIe TPLKKU, Hefopa3BuTue
MbILWL, YXYALWeEeHWe 3peHna (fedeKkTbl XpycTanuka, KaTapakrta u 1.4.).
Mpu cuHgpome MapdaHa HepedKn BPOXAeHHbIE MOPOKKU cepAua, pac-
CTPOWCTBA OPraHOB [bIXaHWfA, MNOPAXeHUs Xenyfo4yHO-KULLIEYHOro
TpakTa M MOYeBbIBOAALLE/ cuUCTeMbl. M3pefka MOXeT Habnogarbes
MOHMXeHne cnyxa, rnyxora. NCMXMYeCKOe W YMCTBEHHOe pasBuTue
60/bHLIX He OTAMYaeTcsa OT HOpMbl. CpeaHAs MPOAO/HKUTENBHOCTb
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YacTb 2. HacneacTBeHHble 60/1e3HN YesioBeka

XW3HW cOCTaBnsaeT NPUMeEPHO 27 f1eT, XOTA YacTb BOJbHLIX LOXKVIBaEM
[0 CTapoCTu.

CvHgpomoMm MapdaHa cTpaganv npesngeHt CLUA Aspaam JIvH
KOJbH, BENNKUIA ckpmnad Hukono MaraHuHu.

HelipodmnbpomaTos
(6one3Hb PeknvHrayseHa)

3abonesaHue 66110 onmcaHo B 1882 r.; OHO BCTpeyaeTca C YacTOTON
1:33 000 —0p4HO 13 Hamboee YacTo BCTPeYaeMbIX MOHOTEHHbIX 3a60/1e-
BaHW. V13BecTHO cemb (hopMm Hellpodmbpomarosa, Bbl3biBaEMOro Myta- |
OHSAMU B reHe, pacnofoXXeHHOM B A/IMHHOM M/iede XpoMocoMbl 17.

HelipodhmbpomaTto3 NposBASETCA C POXKAEHWS UN B NepBble rofAbl X n3-1
H¥ pebeHka. Ha Koxxe (Kak nMpaBwo, Ha 3aKpbIThIX y4acTKax) 06pasytoTcs
MUIMeHTHbIe NATHA LBeTa «Koe ¢ MONokoM» — ot 0,5 cM B guameTpe y
fetein (puc. 2.5, cM. UB. BKJeiiKy). C BO3pacTOM Ha KOXe MOABAAKTCA
MefiKve onyxonu (Helipoubpombl); YNCNO X MOXET OCTUraTb HECKO/Ib-1
KO COTEH 1 Aaxe Tbicad. HelipothmbpoMbl NpeacTaBnsoT ManeHbkue y3en-
Ku; NPU HaJaBN1BaHUM OHW NPOBAIMBAIOTCA B KOXY —CUMNTOM «KHOMKK
3BOHKa». [Mpun 3TOM 3a601€BaHUN HEPEAKWN HapYLUEeHWs CKeneTa, Yepen-
HO-NMLeBble aHOManMK. YacTo 0TMevaeTcs YMCTBEHHAsA OTCTaNIOCTb.

Xopes ["'eHTUHIToHa

3abonesaHue BCTpeyaeTcsa € 4acToTol OT 2—3 A0 6-7 (N0 pasHbiM /
JaHHbIM) cnydyaeB Ha 100 000. BriepBble gaHHOe 3a6oneBaHue 6bi10 onu-1
caHo B 1872 r. CuMTaloT, UYTO B €ro OCHOBE fNexar rpybble HapylieHus |
OKWUCNNTENbHOTro MeTabonmama. OTMEYEHO, YTO MYXUMHbI GONelT He- *
CKONbKO Yalle. [eH, OTBETCTBEHHbIV 38 BOSHUKHOBEHMWE X0pen [MeHTUHT-
TOHa, KapTMPOBAH B KOPOTKOM M/1e4e XPOMOCOMbI 4.

Hauano 3aboneeaHusa no3gHee, B Bo3pacte 30 fieT u cTaplie. Pa3su-
BaeTCA cnaboymue, MHOrAa BO3HWKAIOT ranjlouuHaunmM, Aenpeccus,
6pes. HabniopaloT HapacTaHWe HeyCTOMYMBOCTM BHMMAaHUs, Henocne- |
[l0BaTeNbHOCTb MbILLJIEHNSA, OCKYLEeHWe peyu; BMOCnefcTeun o6Hapy- |
XUBAKOT aTpouio Mo3ra. XapaKTepHbl HEMPOW3BO/bHbIE ABUKEHUSA KO-
HeYHOCTEN.

K MOMeHTy nposBneHus 3abonesaHus y 60/bHbIX, Kak Npasuno, yxe |
nmeroTca getn. CoobwmnTb 60/bHOMY WM CYMPYXXECKO nape, 4To WX
fetn nvetoT 50% puck passntus 3abosieBaHNA —3agada NpocTas ¢ apu-
METUYECKOIN TOUKW 3peHUs, HO KpaliHe Tskenas Ans Bpaya-reHeTmka.
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nnasmartnyeckas MeMGpaHa NMAHOLUNTO3HbIE MY3bIPbKN

HAoonnasMaTtnyeckas CeTb

umMronnasma

BaKyO/lb KOMM/EKC MoMbapku

LIEHTPMOSb

MUTOXOHAPUS

Apo

nn3ocoma pVI6000MbI

UC. 1.1. DYKApUOTMYECKAs KeTKa

Puc. 1.2. CtpoeHune monekynsl AHK



quafn

vemoiAduirox

Puc. 1.3. Cuntes MPHK

Puc. 1.4. 9kcnpeccusa reHa

JNHK

LuTonnasma

MPHK

prbocoma

doleHnndal



1
HC. 1.5. Cxema CTPOeHMs XPOMOCOMbI: 1 — XpoMaTufa; 2 — LEHTPOMEpa;
KOPOTKOE M/ieuo; 4 —[IMHHOE M/eyo

PepmeHT
AHK- OHK-nonumepasa
PepmMeHT,
packpyunsaroLmii
HK
A=T -A=T -A=T
U—r -y Sl =T
1 T=A" T-N T=A“ T=A-
T=A" \ 7 Ay T=A- T=A-
y-r it 4r b =
r=y’ 4 STl e
mA=T "A 1 -A=T -A=T
rey - 11 Y ey T=u5
McxopHas Pepynnunkaumnsa HoBble monekynbl AHK,

monekyna AHK NAEHTUYHbBIE UCXOLHO

‘nc. 1.7. Pegynnukauna JHK



aHahasa meTagasa npometagasa
Puc. 1.8. MUTO3

Puc. = 1.9. KpocCMHroBep: a — cxema npolecca; 6 — BapuaHTbl KPOCCUHIOBepa
MEX[KAY FoMO/OrMYHBIMI XPOMOCOMaMU



uc. 1.10. PactenneHune no npusHaky nonay Yenoseka

$ cr

n-. 1.12.leTannquech|e OCHOBB MOHOTMWGPUWAHOro ckpeuwmWBaHH



fameTbl

F1

[ameTsbl

xxentoe
rnagkoe

AABB

Xentoe
rnagkoe

AABb

XXentoe
rnagkoe

F2

AaBB

Xxenrtoe
rnagkoe

AaBb

Xxenrtoe
rnagkoe

AABb

xentoe
MOpLLMHUCTOE

AAbb

Xxenrtoe
rnagkoe

AaBb

xentoe
MOPLUMHUCTOE

Aabb

XXenrtoe
rnagkoe

AaBB

Xenrtoe
rnagkoe

AaBb

3e/1eHoe
rnagkoe

AaBB

3e1eHoe
rnagkoe

aaBb

Xxenrtoe
rnagkoe

AaBb

xenrtoe
MOPLLMHNCTOE

Aabb

3e/1eHoe
rnagkoe

aaBb

3efeHoe
MOPLLMHUCTOE

aabb

Puc. 1.13. HacnefoBaHue NpU3HaKOB NPW AUTMBPUAHOM CKPELLMBAHWY



1.14. HenonHoe J0MUHMpPOBaHIe (Hac/ie[oBaHe OKPACKW LIBETOB Y HOUHOM KpacaBuLibl)

AAbb aaBB
P
Fi
F1
A-B- aa-un-bb
F2
9 : 7

1.15. Komn/ieMeHTapHOe B3aMMO/elicTBME ABYX Hean/e/bHbIX reHoB (HacnefoBa-
OKpacKW LiBETOB Y AYLUMCTOrO FOPOLLKA)



4epHas 6enas

X
T
"EE Lee

6enas

VEe
6enas yepHasi KpacHasi
He- Hee
17is 30 Yie

Puc. 1.16. JNUCTATUYECKOE B3aMMOAENCTBYE ABYX HealNe/bHbIX reHoB (Hacse-
[l0BaHME OKPaCKW Y CBUHEIR)

Puc. 1.17. lNMonumepHoe B3aMMOLENCTBUE Hean/ieNbHbIX FeHOB (HacnefoBaHWe
MUrMeHTaLUN KOXKM Y Ye/IoBEKa)



ic. 1.18. HacnegoBaHve pesyc-thakTopa KpoBu Yy YeoBeKa

iC. 1.20. Moan(UKaLMOHHAsA N3MEHUNBOCTb

lic. 123, Crabwnmsumpytiowmin otéop  Puc, 1.24. Owxywwmii otbop (yTpaTta
( ynbl—ppeBHeiilune obuTaTenm 3emnn) a3y KpoTa)



Puc. 1.25. An3pynTumBHbIiA 0T60p (OKpacka pakoBUHbLI BUHOTPAAHOM YINTKI)

a 6

Puc. 1.28. LieTkn xpu3aHTeM: a — gunaongHas gopma (2n); 6 — nonmnnongHas
thopma

Puc. 1.30. MOHO3UTOTHble 6M3HELbI



HC. 2.X- BHewwHuiA Bupg pebeHka ¢ cMHApoMoM [layHa: a — MOHI0/10MAHbIN paspes
| T3, MaKpornoccus; 6 —«06e3bsiHbS CKaaKa» Ha NafoHAX

Puc. 2.3. BHewwHwuiA BAL MasibumnKa C CUH-
apomom KnsiiHgensTepa



6

Puc. 2.4. CuHgpom MapaHa: (a — BbICOKWIA pocCT,
acTEHMYEeCKOe Te/I0CN0XKEHNE; 6 —apaxHOAaKTUNA)

Puc. 2.5. Heiipodmbpomatos

Puc. 2.6. Mykosucumaos Puc. 2.7. HacnegoBaHve gaibTOHM3MA



| ic. 2.8. PacuiennHa BepxHei rybbl 1 Héba

it. 2.9. MutoxoHapuanbHas AHK venoseka

M3MeHeHHas
xpomocoma 9

uc. 2.10. dunagenshuinckas xpomocoma



Puc. 2.11. CaHkT-TNeTepbypr, 3gaHne KyHcTkamepbl

Puc. 2.12. Mocneactaua npuema
BO Bpemsi 6epeMeHHOCTM yCnoKa-
MBAIOLLIEro CpeAcTBa TanMaoMmaa

Puc. 2.13. TepaToreHes

Puc. 2.14. Mpumep getekTa 3y60B

Puc. 2.15. flethekTbl CTpO-
€HWS YLIHOl PaKOBUHBI



Puc. 2.16. Mpumep nopaxeHus rnas
(npw cnHgpome MopnmH—Fonbua)

6

nc. 2.17. MprMepbl HapyLLEHMs CTPOEHMS Yepena: a —akpoueganns; 6 —makpo-
ethanua (npu cuHapome Cotoca)

‘uc. 2.18. CNMHHOMO3roBast rpbhka



Puc. 2.19. Tporpeccupy-
folas MblleYyHas AWUCTpPo-
thms, Tvn [roweHHa

6

Puc. 2.20. Tpumepbl 3a60M1€BaHUA  KOXKM:
a — UXTNO3; 6 — 3KToAepMaIbHas Awucrnna-
318, MMAPOTMYECKas (hopma Yy MOHO3UTOTHbIX
C16CoB)

Puc. 2.21. Mpumep gehopmaummn ckeneta (Npy cCUHAPOME
KHucTa; gucnponopumoHaibHas HU3KOpOC0CTh CBSi3aHa
C NPOrpeccupyoLLMM KiGhOCKOIMO30M)



M 6onbHOI remodmnveli

") skeHwpHa - HocuTens

Koporesa
Buvikropys
sAam O J O

3 \
HKTOPS SAyaph Arca dpraepvK Jleononsp,  Bearpucca

Bunibsim

66M[0 1! S0 66pHI6TH i i
VipeHa ArnekcaHgpa Hukonai Il ca gggﬁzﬂ ,:nvlicﬁ:ﬁa Xl Mopwc

Mono6Lw 6N 6om NN66I e

Bornbaevap  eHpn Anekceii
BMpyccmt B Mpyccum B Poccum TpemaTaH B I/IcnaHmm

‘c. 3.2. HacnegoBaHve reMoguanm B LLAPCKMX AoMax EBponbI

Pvc. 3 (MpwnoxkeHve). MpriMeHeHWe METOLOB LIMTOTEHETUYECKON JO3UMETPUM



Puc. 4 (MpuioxeHre). MHorougeTHas (yopecLeHTHas in situ rmbpuansaums
24-uBeTHblli FISH (matepuanbl dmpmbl «MetaSystems GmbH»): a — meTadhasHas
NMacTUHKa; 6 —pack/iafKa XpoMOCOM; B —aHa/I13 TpaHC/IoKaummn xpomocom 8 u 11
yerioBeka

Puc. 5 (MpunoxeHye). LiBeTHas ncyepueHHOCTb XpOMOCOM YenoBeka npu RXFISH
(matepuanbl tmpmbl «Applied Imaging»): a — MeTahasHas niacTUHKa, 6 —
packnafika XpoMocom



uc. 7 (MpuiokeHVE). AMNangrKaTopbl ans npoeegeHus MLP

4- upkn
. 3- unkn 3KCMOHEeHLManbHoe

amnanuunpyemblii yBeNMYyeHne yncna

< ¢hparmeHTOB

<

< 35-1 umkn

<

<

<

<

235= 34 6unnuoHa Konui
8 konun

8 konuin 16 konwit

ue. 8 (MpwiokeHVe). YBenuyeHne umncna Konuii uckomoro gparmeHta AHK npu

rup



Puvic. 9 (MpunoxeHre). Snektpodopes npoaykTos MLLP. Okpacka cepebpom: 1—19 —
NPOAYKT amnanMuKaLym CKomoro gparmeHTa MatpuuHoii AHK, 20 — mapkep Beca
500 ¢ necTHuMuel no 50 M.H.

MATb PEBEHOK OTEL,

«fi
«10
*9
T8

U1

¢Bmo

Puc. 10 (MpunoxkeHye). MprHLUUMbLI ONpeaenieHnst OTLOBCTBA METOAOM KOCBEHHOM
AHK-anarHoctuku

«>w M>M» W «* «a* K»

123} 45678 9101 121314 1516 17 18 19 20

*» M

Pvc. 11 (MpunoxeHyve). Pe3ynbTaTbl UCCNEA0BaHUS MyTaLMiA MaXOPHOTO /TOKyCa reHa
b-raf (@) 1 nonumopdunsma MDR1 (6): a. SSCP anekTpodope3 15 3k30H reHa b-raf.
1-5, 7—8 npobbl [1—2, 45, 7—8 — N, 3 —myTaumsa (600 kogoH, GTG Ha GAG,
Ba/IMH Ha rNtOTaMWH)], 6 — KOHTPO/b +, 9 — OTpULATENbHbIA KOHTPOsb, 6. SSCP
anekTpocopes reHa MDR, nonvmopgusm C3435T



0% Dmatumt 70%

uc. 12 (MpuioxeHwve). PesynbtaTbl 3anekTpodopesa npu DGGE: a — pac-
TeHMWe MPOLYKTOB aMNAN(MKaLMM MpU pa3HOHanpaBleHHoe™ U3MeHeHNS
0afjeHTa ieHaTypUpPYHOLLIEro CybcTpaTa M HanpshKeHnst; 6 — pacxoxzaeHue npo-
lyKTOB amnanukaumMn npu ofHOHaNPaBAeHHOM FpajueHTe LeHaTypupyoLLero

' y6CTpaTa 1 HanpsXkeHus

Pvc. 13 (MpunoxeHve). Annenscneuugudeckas MUP reHa MTHFR: 1—6 npo6bl
(nonumopdgusm C677T: 1- TT,2- CT,3- CC,4- CT,5- TT,6- CT),
7 —oTpuuaTenbHbIi KOHTPOb, 8 —KOHTPOb, 9 —mapkep Beca 500 (wwar 50)



EcoRl

mGIAATTC G AATTC
cttaalg CTTAA G

Puc. 14 (MpunoxeHe). PaspesaHue agyx Leneii AHK pectprkTasoin Eco RI B caiite
peCTpUKLMN

<h—
Pvic. 16 (MpwioxeHue). Cxema MLP ¢ ncnons3oBaHmem TagMan-30H4a

Pvc. 17 (MpwnosxxeHue). Mpubop dupmbl Bio Rad: a —nprbop; 6 —TUnNnyHbIe Kpu-
Bble M3MEHeHs PIIyOPEeCLiEHTHOIO CUrHaa, 0TOGpaXKaeMble Ha Aucniee Nnpuéopa
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18 (MpuvnoxeHve). BonbHolt A
epkHyT 600- KogoH: a) npsmas
a8 nocnegosarenibHoCTb — GNG,
>aTHasA nocnefosatenisHocTb —CAC.
M>Tatbl UCCNEAOBaHWA CBUAETE b-
it O HOPMaNilbHOW HYKNEeOTUAHOM
[10BaTe/bHOCTU JAHHOMO 39K30Ha

aca g t g aa a

T ACAAAGTCAA A

Pvc. 19 (MpunoxeHre). BonbHol
B. MopuepkHyT 600-ii KOAOH: a)
npsaMas ornopHas nocnefoBaTesb-
HocTb — AAG, 6) obpaTHasa nocre-
posatenibHocTb — CTT. Pesynbrarthl
nccnefoBaHUA CBUAETENbCTBYIOT O
Hannuuy MyTauun B 600-M KOLOHE
15-ro 3k3oHa reHa B-raf (npsmas
GTG Ha AAG, obpatHas CAC Ha
CTT), npvBOASALLEA K 3aMeHe amu-
HokucnoTbl Val Ha Lys



Pvc. 20 (MpwioxeHre). BonbHoit C. MoguepkHyT 600- KOAOH: &) npsimMas oropHas
nocneposatesibHocTb — AAG; 6) obpaTHas nocnefoBaTesbHOCTb — CTT. PesynbTarbl
MCCNef0BaHNS CBUAETENLCTBYHOT O HAMUUM MyTaumn B 600-M KofoHe 15-ro 3K30Ha reHa

B-raf (npamas GTG Ha GAG, obpatHas CAC Ha CTC), npuBogsLLeli K 3aMeHe aM1HO
kvcnotbl Val Ha Glu



AYTOCOMHO-PELIECCUBHbIA TN HAC/IE[JOBAHS

DeHUTKETOHYPUS!

3abonesaHue BnepBble onucaHo B 1934 r. 310 ogHa U3 Haubonee pac-
MPOCTPaHeHHbIX (DOPM HACNeACTBEHHbIX 3a00/eBaHUI C HapyLUEHUEM
aMUHOKUCNOTHOrO o6MeHa. Yactota (eHWNKETOHYpUM CcOCTaBnser
1:10 000 HOBOPOXAEHHbLIX, OAHAKO 3TOT NOKa3aTe/lb CU/bHO BapbupyeT
|19 pasHbIx nonynaumin — ot 1:2600 B Typuun go 1:119 000 B AnoHuu.
H Poccmm ato 3aboneeaHme BCTpevaeTca ¢ yactoToi 1:6350, npuyem B
Mockse pexe, 1:118 000 HOBOPOXAeHHbIX. 3BECTHO HECKOJIbKO (hopm
(DEHUIKETOHYPUN, KOTOPbIE Pa3INYaroTCA Mo TAXECTU TedeHus. eH, oT-
BETCTBEHHbIN 32 Pa3BUTWE «KMNACCUYECKON» (HEHWNKETOHYpUM, NoKanu-
t0BaH B [/IMHHOM M/1e4e XpOMOCOMbI 12,

bonesHb cBfizaHa € AeUUUTOM (epmeHTa (eHUNanaHMHrnapo-
Kcunasbl, 0becrneynBaroWwero rnpespalleHe eHnnanaHnHa B TUPO3MH.
M36bITOUHBIA (heHMNanaHWH HakananBaeTca B KPOBU U MOYe BO/bHbIX,
B 3aTeM npespaliaetcd B (hEHWNNMUPOBUHOIPaHYIO KWCMIOTY, KOTopas
OKa3blBaeT TOKCMYECKOe [eiCTBME Ha LEHTPaSbHYK HEPBHYIO CUCTEMY.
1lapywiatotes yHKLUMK neyeHn, o06MeH 6e/KoB.

PebeHOK C (heHUNKETOHYypuel poxaaeTcs 340poBbiM. C Hayanom
KOPM/IeHNA C MOJIOKOM MaTepu WU UCKYCCTBEHHbIM AETCKUM MUTaHW-
€M B ero opraHu3M HayuHaeTt MocTynaTb )eHunanaHuH, 1 Torga passu-
BaeTca 3abonesaHue. PeGeHOK MOXeT 6bITb BAMbIM WKW, HA06OPOT,
TUWKOM BO36YAMMbIM, OT MOYM W NOTA UCXOAWNT XapaKTepHbIl «Mbl-
WNHbIA» 3aMax. Y feTeil pa3BMBaeTCA YMCTBEHHAsA OTCTanoCTb, Habno-
3/110Tesa Cyfoporu.

BonbWNHCTBO 60NbHBIX — roy6ornasble 610HANHBLI CO CBETNOR KO-
Xeli. T CBA3aHO C HeJOCTaTOYHbIM CUHTE30M NUTMeHTa MeflaHVHa.

®DEeHUNKETOHYPUS — NPUMEP YCMELLIHON KOPPeKLUX B CNyyae paHHe-
t0 BbifiBNEHUA 3a6oneBaHuns. MNpu CKPUHMHIOBON (NpOcenBatoLLLeli) Aua-
InocTnke B 2,5 Mn cBexein moun pebeHka gobasnsaoT 10 kanenb 5% pac-
TBOPA TPEXX/OPUCTOr0 Xenesa WM YKCYCHOW KucnoTbl. CuHe-3eneHoe
OKpaLlvBaHWe YKa3blBaeT Ha Hanmuyme 3ab60seBaHus.

CneumanbHas guera, NpoBOAUMAs C MEPBOr0 MeCALA XMU3HM pebeHka
M 00 JOCTMXKeHUs UM nybepTata (BO3pacTa roJjioBOro co3pesaHus), npe-
KnBpaliaeT pasBuTWe YMCTBEHHOW OTCTanocTu W Apyrue MposB/eHUs
60one3Hn.
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YacTb 2. HacnenctBeHHble 60/1e3HN YesioBeka

[TanakTo3emus

Ee vactoTa coctaBnseT 35 000-50 000. eH, OTBETCTBEHHbI 3a BO3-
HUKHOBEHWE rafiakTo3eMun, NI0KaU30BaH B KOPOTKOM MJieye XpOMO-
COMblI 9.

3aboneBaHWe pa3BMBaEeTCA NMPU BCKapMIMBaHUW MajeHLa MaTepuH-
CKMM MONOKOM. ManakTo3a SBNseTCcs COCTaBHOM YacTbiO MOIOUYHOrO ca-
Xapa —/1aKTo3bl. B HOpMe rafiaktosa npespallaeTcs B rHOKO3Y U B 3TOM
BUE yCBaMBaeTCst opraHM3mMom. Mpu 3a60neBaHMM M3-3a HEAOCTATOYHONA
aKTUBHOCTU (PepMeHTa ranakToso-1-pocharypuanntpaHcdepasbl B Kpo-
BW 60N1bHOI0 MPOUCXOAMUT HaKOM/EHWEe ranakTosbl. 3TO NPUBOAUT K Mo-
PaXXEHWIO MeYeHW, HEPBHOI CMCTEMBI, Fla3 1 4PYTUX OpraHoB.

bonesHb NposiBseTCA yXKe B Nepsble AHU XU3HW. HabniogatoT pac-
CTPOWCTBA MULLEBAPEHUS, XKENTYXY, MOPXKEHUE MEYEHU W CENE3EHKN,
KaTapakTy. Pa3BMBaeTCA YMCTBEHHAs OTCTaN0CTb.

[veTta, He cogepxallas MONOYHOMo caxapa, NpeAoTBpaLLaeT pa3BuTue
3a60neBaHusl.

MykoBucunaos

MykoBucumaos (Knctohmbpo3) —OAHO U3 THKeNewnx 3abonesaHui
fetckoro Bo3pacTa. CpefHss NPOLO/HKUTENBHOCTL XXU3HU BOMbHLIX CO-
cTasnseT 25 net. [na eBponeiickoli NONynsunuM CpefHsAs YacToTa cocTas-
nset 1:2500, B TO Bpems Kak B AfprKe 3a60/1eBaHMe BCTPeYaeTcs 10BO/bHO
peako, 1:100 000-170 000. B Poccum exkerogHo poxxgaetcs 700—750 peteit
C MYKOBWCLMA030M. ['eH, 0TBETCTBEHHbII 3a pa3BuTe 60M1e3HM, T0KaNn3o-
BaH B [/IMHHOM Tie4e XpOMOCOMbI 7. B Hem 06Hapy»eHo okono 1000 Tu-
noB myTauuii (no ApyruMm gaHHbiM — 5000), 13 koTopbix 300 Bbi3biBatOT
KMMHWYECKMe NposBAeHus (puc. 2.6, CM. LiB. BKIEKY).

"eH kOaUpYeT 6eN10K — perynaTop TpaHCMemMOpaHHO NMPOBOAMMOCTH
[N IOHOB X/opa. 3T0 NPUBOAUT K U3ObITOYHOMY BblJeNeHWI0 X10pUL0B,
B pe3ynbTaTe Yero NPOMCXOAMT U36bITOYHOE BblAeNEHNE TYCTON CAU3W.
Martonorusa 3atparusaeT NOMKeNYAOYHYIO XKenesy, nevyeHb, 6POHXM, no-
TOBble, C/IIOHHbIE, CMe3Hble, YLIHbIE Xefe3bl. BbIBOAHbIE MPOTOKK
NOLKENYOUHON Xenesbl 3aKynopuBatoTCsa, CAU3b He BbIBOAWUTCA, 06pa-
3yt0TCA KUCTbI. B NPOCBET KMLIEYHMKa He MOCTYNarT PepMeHTbl Nogke-
NYyAOYHON >Kenesbl. M13-3a 3aKynopku MenKux 6pOHXMaNnbHbIX NyTein u
MPUCOEAVNHEHUA WH(EKUUN pPa3BMBAKOTCA OPOHXUTLI, MHEBMOHWUN,
Y KaX[0oro Yetseptoro 601bHOro —actma. lMapannensHo HabnoJaloT T4-
Xefble MOopaXeHNa XXenyAoYHO-KULLIEYHOro TpakTa. [HWMIOCTHbIE Mpo-
Lleccbl NPUBOAAT K B3LYTUIO XWBOTA, OOGWILHOMY 3/10BOHHOMY CTyny
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i NpuMechkHo xupa. MNpn 0gHOR 13 HopM yxKe B NepBble CYTKM NOCEe POX-
JeHnsa HabnogaeTca MofiHas HemnpoxoAaMMocTb KuleyHuka. WVHTennek-
lyanbHoe pa3BuTUe feTeli He cTpagaeT.

BPOXAEHHbIV MAMNOTUPEO3

370 ofHa M3 Hanbonee pacnpoCcTpaHeHHbIX (HOPM Hac/eACTBEHHOIA
naTo/iorMn 3HAOKPUHHOI CUCTEMbI, KOTOpas NOAJAeTCs MOMHOMY W3fne-
YEHWI0, eCN OHO HayaTo B MepBble MeCALbl XU3HU pebeHKa. PasnuuatoTt
nepBuYHbIi (1:3500 HOBOPOXAEHHbIX), BTOPWMYHbIA (1:25 000) n Tpe-
InyHbii (1:250 000). MepBUYHbLIA FMNOTUPEO3 pa3BUBAETCA B pesynbTa-
Te reHeTMYecKUX Ae(heKTOB HemnocpeiCTBEHHO B LUMTOBUAHOW >kenese
HOBOPOX/AEHHbIX; BTOPUYHbI/ 1 TPETUYHbIN pa3BMBalOTCA NOCNe NaTono-
rMYecKMX MpoLEeccoB B LUTOBWAHON Xenese UK B pe3ynbTaTe NOBpex-
feHns runotanamyca. CyllecTByeT (heHOKONUA BPOXAEHHOIO rMnoTupe-
032 — 3HAEMUYECKUI 306, CBA3AHHbLIW C 4e(hMUUTOM 04a B HEKOTOPbIX
pervoHax.

Mpu BPOXXAEHHOM rMNOTUPED3e Y AeTeld HabMAAKT HapyLleHns dop-
MWUPOBaHWS CKeneTa, NOPaXeHWe LEHTPanbHON HEpBHOW cUCTeMbl (3a-
Mef/IeHV e PeakLUMn Ha BHELLHWE PasapaXkMTeNn, CHUKEHUE CNOCOBHOCTH
KOHLLeHTPMPOBaTb BHUMaHWE, YXYALLEHWe NamATy, BANOCTb, COHNIMBOCTD,
anaTMyHOCTb, PEeXe —HapyLLeHVe CHa, NOBbIleHHas BO30yAMMOCTb, Gec-
MoKoicTBo). OTCTaBaHWE B MCUXMYECKOM Pa3BUTUU BefeT K UAUOTUW.
C BO3pacToM NpOABAAETCA 3afepXKa pasBUTUA NOMOBbIX Xenes. BHelwlHe
MOXHO 3aMeTUTb OAYT/I0BaTOCTb, OTEKM NMLA U KOHEYHOCTEN, rpy6bIin 1
XpUNbliA FOMIOC, CYXOCTb KOXM, TOMKOCTb 1 BbiNageHne BOOC.

X-CLIEMNEHHbBIN
JOMVHAHTHBIA TUM HAC/IEJOBAHS

Mmnodocgatemns

3a6oneBaHNe NPOSBIISAETCS B HAPYLUEHNSX CKefleTa. XapakTepHbl HU3-
KWiA poCT, OrpaHWMYeHHas MOABWXHOCTb CYCTaBOB. MOXOAKAa HEyBEpeH-
Hasl, B TSKEMbIX C/yyasix 60/bHble BOOGLLE HE MOMyT XOauTb. IMnogoc-
(haTeMusi He MOAAAETCS IEYEHUIO BUTAMUHOM D, 1 B 3TOM ee OCHOBHOE
OT/IMYME OT «OGbIYHOrO» pPaxmTa. Y XeHLMUH 3a60/1eBaHNe MeHee Bbipa-
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YacTtb 2. HacnencTtBeHHble 60/1e3HN YeNioBeEKa

XEHO, YTO MOXHO WHTEPrnpeTUpoBaTb Kak HerosiHoe AOMWHUPOBaHMe,
"eH, OTBETCTBEHHbIN 3a faHHOe 3a60/1eBaHVe, /I0KaNN30BaH B KOPOTKOM
nneye X-XpoOMOCOMbI.

X-CLIEM/IEHHbIA PELIECCUBHbIV
TN HACNEOOBAHMA

emodmnus

emModuing ABNAETCA KNACCUYECKUM NPUMEPOM MPU3HaKa, CLemneH-
HOro ¢ X-xpomocomMoii. CyLiecTByrOT ABe (hOpMbl 3TOro 3a6oneBaHns —
A n B. YactoTa nx coctasnset cooTseTcTseHHo 1:2500 n 1:25 000 HOBO
POXAEHHbIX MaIbYNKOB. "eHbl, OTBETCTBEHHbIE 33 BO3HUMKHOBEHWE 06erX
(hopM reMounmM, NOKanM30BaHbl Ha COCELHWX CErMeHTax A/IMHHOro
nseya X-XpoOMOCOMbI.

Mpu remMouaMm HapylleHa CBepPTbIBAEMOCTb KPOBW, TaK UTO Jaxe
HebOonbLLMe TPaBMbl MOTYT NPUBECTU K TSXKENbIM nocneacTsmam. 3abose-
BaHVe pacno3HatoT 06bIYHO HA 2—3-M rOAY >KWU3HU, KOrga pebeHoK yxe
HauMHaeT XoAMTb. 3-3a KPOBOM3NUAHMIA B KPYMHble CYCTasbl pa3BuBa-
t0TCA apTPO3bI.

emModuinsa NPosBAAETCA TOMLKO Y MYXUYUH. TeopeTUyecku Ans Toro
4T06bI remodmnvenn 6onena AeBOUKa, OHa LOMKHA POAUTLCA OT reTeposu-
roTHOM maTepu M 60NbHOIO reModunueli otua. B aTom cnyyae nonosuHa
POXAEeHHbIX feBoYeK ByayT 60/1bHbI, a MOM0BMHA —3[40POBbI, HO OHUK 6Y-
OyT, KaK U MaTb, reTepo3UroTHbIMU HOCUTE/NbHULAMMN Se(eKTHOro reHa.
OnwucaHbl fBa 6paka Mexay TakuMu cynpyramu. Bce poxkaeHHble fodepu
6b111 300POBbLI; MO-BUAMMOMY, FOMO3UIOTHOE HOCUTENIbCTBO FeHa remo-
(OUANN Y XKEHLLUH HECOBMECTUMO C XKN3HbIO.

[eTepo3UroTHOE HOCUTENbCTBO FeHa reMoPuUIMM UMENIo MecTo y
MHOTMUX XEHLMH —YNeHOB MOHapLInX cemeil EBponbl. AHanns pogoc-
NOBHOW npwBefeH B TPeTbel YacTu. [0N0BMHA UX CbIHOBE MOAYYNn
3TOT reH. Tak, OT KpOBOTEUYEHUS yMep Koposnb ®@paHuum Kapn IX, yHa-
clefoBaBLINiA remomanio OT cBoeil maTepn EkaTepuHbl Megnum. e-
mMoguanein cTpagan u uapeesmy Anekcel, CbiH NOCNEAHEr0 POCCUIACKONO
nmneparopa Hukonaa Il n nmnepatpuubl AnekcaHapbl ®efopOBHbI.
B0o3M0OXxHO, ecnin 6bl HacnegHUK 6bin 340p0B, cyabba Poccumn morna 6bl
CMIOXMWTbCA COBCEM MHayve. OfHAKO UCTOPUA HE UMEeeT coc/araTe/lbHoro
HaKNOHEHWS.
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JanbToHU3M

[anbTOHU3M HacnedyeTcs No TaKoMy Xe NPUHLMMY, YTO 1 remodums
(puc. 2.7, cM. UB. BKNENKY). [anbTOHUKM He pa3niMyaroT KPacHbIid 1 3ene-
Hblil LuBeTa. CnefoBaTe/lbHO, UM Henb3s YNPaB/isTh aBTOMOGUIEM, & NpU
Mepexofe ynuubl CnefyeT cobnogaTb 0cobyt 0CTOPOXHOCTb. CTPOro ro-
BOpS, Ja/IbTOHW3M CI0XKHO OTHECTU K 3a60/1eBaHMAM, MOCKOJbKY BO BCEM
|(cTanbHOM 3TV NOAW COBEPLUEHHO HOPMaJslbHbI; NMPaBUIbHEE FOBOPUTL O
MpU3HaKe.

CUWHAPOM YMCTBEHHO OTCTA/IOCTX C JIOMKOM X-XPOMOCOMO

CVHAPOM YMCTBEHHO OTCTanoOCTU C IOMKOIA X-XpPOMOCOMOW (CWH-
apom MapTuHa—benn) cnefyeT pacCMOTPeTb OTAENbHO, NOCKOMbKY AaH-
HOe 3ab0fieBaHWE He YK/aAblBaeTCcA MOMHOCTbI0 B KpuTepumn X-cuen-
ICHHOTO peLeccBHOrO HacnefoBaHus. Jluwb y 80% My>KUMH HabnwogaoT
KMMHWYECKUE NMPU3HaKK, ocTanbHble 20% — NpakTUYeCKN HOPMabHbIE
MoAy, OfHaKO OHW MOTyT nepefaBaTb 60ne3Hb moTomcTBy. CTporo ro-
BOpSA, 3TO 3ab0seBaHMe OTHOCAT K rpynne 60/1e3Hell aKCNaHCUK yucna
HYKNEOTUAHbLIX MOBTOPOB.

MOMMIEHHBIM TWM HACNEAOBAHUA

MHorue npu3Haku, HOpMasbHble U aHOMasIbHblE, 06YCN0BNEHbI B3au-
MOZeliCTBMEM HECKONbKUX reHoB. CyMMapHbIi apdeKT npyu 3TOM He sB-
[SeTC NPOCTOM apM(METUYECKON CYMMOI XapakKTepUCTUK, onpegense-
MbIX OTAeNlbHbIMW reHamu. OH MPOABASETCA TONLKO B TOM Cryyae, Korja
MpeBbilleH HEKOTOpbl nopor. [py NOAUTeHHOM HacnefoBaHWW, AN
loro 4To6bI 32601€BaHME NMPOABUIOCL, HEO6XOLMMO YHACIEA0BATb Lie/blli
KOMMEKC FeHoB. 3TO MOXHO NPOAEMOHCTPMPOBaTb Ha MPYMEPE BPOX-
[EHHOTr0 NOpOoKa pa3BUTMS —pacLLeNnHbl BEPXHE rybbl 1 HEGa. 3TO f0-
BO/IbHO pacnpocTpaHeHHoe 3a6oneBaHne —kaxable 11 MUH B MUpe POX-
faetca pebeHOK ¢ Takum pgedektom. Oba pogutens, Kak Mpaswno,
|Z0POBbI, HO KaXAbliA U3 HUX MOXET ObITb HOCUTE/IEM FEHOB, KONMYeCcTBa
KOTOpbIX HeJOCTaTOYHO 418 (hopMupoBaHua aedekTta. Ecam cnyyaiiHbim
o6pa3om pebeHOK yHacneyeT «KpUTUMYECKOEe», MOPOroBOE KOMNYECTBO
«aHOMa/IbHbIX» TEeHOB, Y HEero BO3HWKHET MOPOK pa3sutusa (puc. 2.8,
CM. LB. BK/IENKY).

BoobLue npy NOAMreHHON 06yCNOBAEHHOCTN KOMMIEKC «Ae(eKTHbIX»
reHoB MOXHO yHac/nef0BaTbh Kak OT OAHOro, Tak U 0T 060MX poguTenei.

10

NHEBIOQ BI9HHS | "¢ BN |



Ww BogHux cnyyasax Ha6}'IIO,EI'aIOT ,ﬂ.OMMHaHTHbIVI TN HacneposaHWA, B Opy-

YacTb 2. HacnefctBeHHble 60M1€3HN -» ©

TUX — PEL,eCCUBHBIN, B TPETbUX — CLEMEHHbINA ¢ NOAOM 1 T.4. Hannume
HenosHOro Habopa reHoB AaHHOro KOMMaeKca MOXeT nnbo BoobLLe He
NposABAATLCA, MO0 NPOABAATLCS B BUAE OTAEMbHLIX CMMMTOMOB, KOTO-
pble 6/1M3KM K OCHOBHOMY 3abonesaHuto. lNpeanonaratT, YTO YPOBEHb
MHTeNNeKTa 0TYacT KOHTPONVMPYETCS TPYNMoii reHoB afAnMTUBHOIO Aeid-
CTBMWS, MO3TOMY flerKue cTeneHu cnaboymms Tak e, Kak 1 BbICOKUIA ypo-
BEHb VMHTENNIEKTA, UMEKT CTOMIb HEOMpeAeneHHbIi TN Hacnef0BaHus.
B aTOM criyyae OrpOMHYH0 pOfib UFPatoT CoLMasnbHble YCI0BUS.

Kak npaBuno, nonvreHHOe HacnefoBaHWe XapakTepHO Ana 3abone-
BaHW C HacneACTBEHHbIM MpPeapacnonokeHnemM. WMelTcs AaHHble O
MOSIMTEHHOM HacfefoBaHWM Mcopuasa, (hopM caxapHoro guabeta, He-
KOTOPbIX HEPBHO-MbILLEYHbIX, HEPBHbIX U MCUXUYECKUX 3ab0fieBaHni,
B 4aCTHOCTU LUM30(PEHUN.



A WD p

KOHTPO/JIbHbIE BOIMPOCHI

UeM 06yCNnOBIEHO MOABNEHME TEHHbIX 3a60/1eBaHNIA?

Ha uem ocHoBaHa knaccurKalus HacneLCTBEHHbIX 3a001eBaHNIA?
MepeuncnuTe TUMbI HacNe[0BaHUS NPU3HAKOB Y YeNOBeKa.

Uem OT/IM4aeTCcs ayTOCOMHO-PELLECCUBHBIN TWUM HacnefoBaHus OT
ayTOCOMHO-OMUHAHTHOr0?

B ueMm nposBnaoTCA 0CO6eHHOCTU X-CLENNEHHOro JOMUHAHTHOIO
HacnefoBaHUA MO CPABHEHUIO C X-CLEMN/IEHHbIM PeLLeCCUBHbIM?
O6bsicHNTE, NoYeMy remounnein 6oNeT TONTbKO MY>KUNHBI?

UT0 TaKoe NoMMreHHoe HacnegosaHme? Buyem ero 0CO6eHHOCTH?

NHEBIOQ BI9HHS | "¢ BN |



TEMA 4

104

MYNTbTUD®AKTOPWA/IbHBIE
BONE3HU

OT/IMYME OT TeHHbIX W XPOMOCOMHbIX 60fe i
BHeVl, pasBuUTME My/bTU(AKTOPUANbHbIX 60/es3-
Hell 00yCNOBNEHO He TO/bKO HACNeACTBEHHbIMU
(hakTopamu, HO ¥ BIUSIHUEM BHELLHEN cpegpbl.

HacnefctseHHas npeapacrnonoXeHHOCTb MO-
XKET onpefensTbCA Kak 0HUM reHom (Torga roeo-
PAT O MOHOrEHHON MpespacnooXeHHOCTH), TaK
N COBMECTHbIM [JEACTBMEM HECKOMbKMX TEHOB
(B 3TOM Cnyyae UMeeT MECTO NOSIMTeHHas 0CHOBA),

HacnefcTBeHHble 60/1€3HM, CBSi3aHHbIE C Aeit-
CTBMEM MHOTUX (haKTOPOB, Ha3blBAIKOT eLle Myna
TUHaKTOPUANbHBIMN.

Ecnn HacnefcTBeHHas npeapacrofioXeHHOCTb
MMeeT MOHOTEHHYIO Npupoay, 414 pa3BuTusa 3a6o-
neBaHMs HeO6XO0AMMO [eiAcTBME CNeLMpUYecKoro
thakTopa cpeabl. be3 Hero 60n1e3HL He NPOSIBUTCA
[laxe Npyu HanUuMM fedekTHOro reHa. Mpu nonm-
FeHHOI MpeApacnoNoXeHHOCTM HeobXO0AMMO COo-
yeTaHMe KOMIMNeKca AeMeKTHbIX reHoB U (hakTo-
POB BHELLHEN cpefpl.

VIHbIMK crioBaMu, 60M€3HN C HAcNeACTBEHHOW
npespacrnonoXeHHOCTbI0 UMetOT FreHeTUYECKYHo U
HereHeTUYeCKy cocTasnswolme. BHelwHne thak-
TOpbl MOrYT 6bITb KaK CPeloBbIMU, TakK 1 NoBejeH
YeCKMMU, COLMaNbHbIMA U T.4.

BonesHu ¢ HacneaCTBEHHOWN NpPeapacnonoXeH-
HOCTbO cocTaBnAoT 6onee 90% oT ob6LLero ymcna
HacnefCTBEHHbIX 60ne3Hel YenoBeka. B nx uncno
BXOAAT peBMaTU3M, MLLIeMUYecKas 60M1e3Hb cepa-



wn, Mcopuas, caxapHblii auabet, wWu3odpeHns, GPOHXManbHas actMa u
MHorve gpyrvie. MoXHO BbIfe/ITb UX OCHOBHbIE 0COOEHHOCTU:
—BbICOKas YacToTta B nonynaumu. Okono 1% HacefieHus cTpaga-
eT wunsodpeHneir, 5% — caxapHbiM Anabetom, okono 30% —
rMNepTeH3nen n 1.4.;
—HacnefioBaHMe 3ab0neBaHUS He MNOJUMHAETCA MEHAeNEeBCKUM
3aKoHaM;
—CTeneHb NPosBIEHNA 3a60N1eBaHNA BapbUPYeT B LLUMPOKUX Mpefe-
Nax —OT APKO BbIPAKEHHON KIMHWYECKOW KapTUHbI 40 CKPbITbIX
thopm;
—TnposaB/eHne 60/e3HM 3aBUCMT OT BO3pacTa M Mosia YenoBeka,
LeicTBMA PakTopoB BHeLLHel cpedbl U T.A.
CnegyeT NOMHWTb, YTO HAaC/MeACTBeHHas MpPefpacrofioKeHHOCTb K
60ne3HN MOXET peann3oBaTbCs U BCeacTsue obpasa xusHu. Hacnep-
(1BeHHas nNpeLpacnonOXeHHOCTb BK/IOYAET UHANBUAYATbHbIE U CeMEli-
Hble KOMMOHEHTbI B pe3y/ibTaTe HENOBTOPUMON YHUKANbHOCTA UHAWBK-
[H(ero reHeTUyYeCKOl KOHCTUTYLMM) N HANIMYMEM OBLLMX FEHOB C FeHaMu
NAN3KMUX U JaIbHUX POLCTBEHHWUKOB. TpW NpeBbILEHNIN ONpefeNieHHbIX
LaYyeHuiA NpeapacnofioKeHHOCTN —TakK Ha3blBaEMOr0 «MNopora noasep-
YXEHHOCTU» —3aryCcKaeTCq MeXaHU3M Pa3BUTUA My/bTU(AKTOPUaNbLHOIo
npusHaka unw 3abonesaHus. VMIHAMBKUS faxe C HEO6blYaliHO BbICOKON
NOLBEPXXEHHOCTbIO K 3a60N1eBaHNIO MOXET He 3a60neTb 1 Npu Gharonpu-
WrHbIX 419 60/1e3HM YCnoBuUAX cpedbl. BmecTe ¢ TeM BO3MOXKHa 0bpaTHas
cuTyauns. 3t npobnembl 06CYXXAANNCH B NpeSblayLueid yacTu.
HacnegyemocTb —CTeneHb, C KOTOPOI NpeApacnofioXXeHHOCTb onpege-
NAETCA TeHETUYeCKMMU (hakTopaMu, B CPaBHEHUWM C (hakTopamu Cpefbl.
110MCK FreHeTUYECKMX NPUUNH, OTBETCTBEHHBIX 3a NPEAPacno/oKeHHOCTb
K My/nbTU(aKTopuanbHbiM 3ab0/ieBaHMAM, MOApasyMeBaeT OnpefenieHune
accoumaumu 60/1e3HM ¢ NOANMOPGHBIMU MapKepaMmu (reHamm U aHTUreHa-
Mu1) 1 cuenneHus 6onesHun ¢ JHK-mapkepamu. CyLiecTByeT NOHATUE KO-
apuumeHTa HacnegyeMocT. JT0 CTaTUCTMYECKUI NapaMeTp, XapakTepu-
|yroLLWmit BKNag reHoB B pa3BuTHe npu3Haka. OH MOXeT cocTaBnsATb 0T 0 0
100%. Hu3koe ero 3Ha4yeHne roBOPUT O HE3HaYUTENbHOM BKnafe reHos,
BbICOKOE — O CYLLECTBEHHOM. [1/11 60/bLLUMHCTBA MY/IbTU(AKTOPUAIbHBIX
bI6ONEBaHWI C HACNeLCTBEHHOW NpeApacnoNOXeHHOCTLIO HaceLyemMoCTb
npesbiwaeT 60% (wwnsoppeHns — 85%, 6poHxmanbHasd actma — 80%,
ceplievHo-cocyamcTble 3a60nesaHns —65%).
Accounauuns — 6onee BbICOKAasA yacToTa OMpefesieHHOro noMMopd-
HOro reHa-mapKepa npv KOHKpeTHOM 3abonesaHnun. Hanpumep, accouu-
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YacTb 2. HacnenctBeHHble 60/1e3HM yenoBeKka

aLun Mexay aHTureHamm cuctembl HLA ¢ psgom MynbTUdaKTopraibHbIX
3ab01eBaHNA.
CuenneHne oTHOCMTCSA K ABYM FeHaM, pacrofioXXeHHbIM B OHOW Xpo-
MOCOMe Ha onpeaeneHHOM (M onpeaensieMoM) paccTOSHUM Apyr OT Apyra.
PaccMOTpPUM HeCKOMbKO MPYMEPOB 3a60/1eBaHNIA.

APTEPMANBbHAA TMNEPTEH3NA

ApTepuanbHas runepTeH3ns U Bblaensemas 3a pyoexxom ee pasHo-
BULHOCTb — 3CCEHLMANbHASA TUNEPTEH3UA — UMEIKOT CXOAHYIO KMHUYe-
CKYI0 CMMNTOMAaTWKy. 3TO reTeporeHHas rpynna 60ne3Heid, OCHOBHbIM
KMMHUYECKUM NPOSBNEHMEM KOTOPOI ABASAETCS NOBbILIEHWNE YPOBHA ap-
TepUaIbHOr0 AaBNeHNs KPOBW U CBA3AHHbIE C 3TUM MOBbILLIEHNEM OC/I0XK-
HEHWSA: MH(APKTbI, UHCYNbTbI, MOYeYHas HeLOCTaTOYHOCTb.

B HacTosLLee Bpems BblgeneHbl CBbile 100 reHoB, NPOAYKTbl KOTOPbIX
MPAMO UAN KOCBEHHO Y4aCTBYIOT B MEXaHW3MaxX Pa3BuTUsA apTepuaibHOi
runepTeHsun. Pag reHos, (hOpMMPYHOLWMX NPeLpacnonoXeHHOCTb K ap-
TepuanbHON runepTeH3nmn, BHOCAT CYLLECTBEHHbI BKMaL B 3TUOMOTMIO
[pYroro LWMPOKO PacrnpocTpaHeHHOro 3a60MeBaHNA C HacneCTBEHHON
NpespacrnonoXeHHOCTbI0 —aTepPOCKIepo3a.

OnNbITHblE BPaYU-KAMHWULMUCTbI AABHO OTMETUAM, YTO ATEPOCKNEPO3
«XOfWT» 3a apTepuanbHON rnnepTeHsneli, Kak TeHb 3a YeNOBEKOM, U He-
pefko 06e 3TU (hOpPMbl COYETaKTCHA Y OAHOI0 U TOr0 XXe 60/IbHOro MHANK-
BMAQ, CTPaJAtoLLEr0 OXXMPEHMEM U CaxapHbIM ANabeToM.

ATEPOCKI/IEPO3

B KoHLe XX B. 6bl/1a pa3paboTaHa KOHLenums ateporeHesa, 06bACHA-
Las, YTo B OCHOBE MeXaHW3MOB Pa3BUTUSA aTePOCKEPO3a NIEXUT HaKone-
HWe NNMNULOB 1 NINMOMNPOTEUHOB HU3KOW NIOTHOCTY B COCYAMUCTON CTEHKE.

B HacTosLLee BpeMs 60/1bLLOE 3HAYeHMe Mprobpena AnarHocTuKa npea-
pacrosioKeHHOCTN K aTepoCK/epo3y, KOTopas yuuTbiBaeT MOMEKy/spPHO-
reHeTUYecKne KpUTepumn, B NMepBYIO 0Yepesb NMOBbLILIEHHYIO KOHLEHTpaLuio
NUNWAOB B NJia3Me KPOBW, HapyLUeHWe MPoLeccoB CBEPTLIBAHWSA KPOBU U
LIeNIOCTHOCTM COCYANCTOM CTEHKM, 06YCNOBMBAIOLLNX PA3BUTME ABYX CXO[-
HbIX MO CMMMTOMAaTUKe 3ab0neBaHNi: apTepnanbHO TMNepTeH3nK 1 arte-
pOCK/epo3a, MoXeT 06yC/0BNMBATLCA OBLLHOCTHIO FEHOB.

Okono 40% TepaneBTUYECKMX B0/IbHBLIX B BO3pacTe 15—75 net nmetot
O[JHOBpPEMEHHO fABe 60/1e3HM, a Yy KaX4oro nATOro TepaneBTUYEecKOoro
60/1bHOr0 OAHOBPEMEHHO MPOABNAOTCA YeTbipe 60M1e3HN — CUHTPOMNU-
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YecKuit KOHI1oMepar. Takne coyeTaHuns MoryTt ObITb YNCTO CI'Iy'-IEiVIHbIMI/I,
HO MOryT 6bITb pe3ynbTaToM O6LI.I|HOCTI/I 3TNONIOTNN M NaToreHesa.

BPOHXOJ/IErTOYHbIE BOJIE3HN

Konnyectso reHoB, KOHTPONUPYIOLWUX pa3BUTUE U DYHKLMOHUPOBA-
HMe BPOHXO0NErOYHON CMCTEMbI YenoBeka, gocturaeT 2000. CBA3aHHbIE C
3TVMMW reHamyn H6POHXONEeroYHble 60ne3HN BbIABAAT Y 60% nauneHToB
NyNbMOHOMOrMYECKUX CTaLMOHapoB. Ha 0N MOHOreHHbIX 60nesHeit
6POHXOB M Nerknx npuxoautcs ot 510 35% KOHTUHreHTa 60/bHbIX C He-
cneun@uyeckmmm 6oNe3HAMM NIETKMX. VIX cymmapHas YacToTa cocTaBns-
eT 4:1000. CrnegyeT 3amMeTUTb, 4YTO MynbTU(AKTOPUabHbIE 3a601eBaHNA
4acTo COYETAKOTCA C MOHOTEHHbIMMK 60Me3HaAMU. He ABnseTca MCKIove-
HMeM 1 BpoHXO0MeroyHas nNaTonorus, KoTopas CoYeTaeTcs ¢ CMHAPOMaMK
MaptaHa, Snepca-[aHnoca, MyKOBUCLUL030M, MyKOMoaMcaxapuaosa-
MU 1 Ip.

dakTopamMn pucka pa3BUTMSA BPOHXONErOYHON MATONMOrMN ABASIOTCS
KypeHve, TMnepakTUBHOCTb AbIXaTe/lbHbIX MyTei, YacTble OCTPbIe pecnu-
paTopHble 3a6oneBaHNa (0CO6eHHO B IETCTBE), NPOdeccuoHabHble Bpes-
HOCTK (KaAMMWeBas W YronbHas Mblfib, HeCMeunpruyeckne nonnioTaHTbl),
3arpasHeHve OKPYXXaroLLeld cpedbl; NpecTapenbiil U CTapyecKuii Bo3pacT.

CAXAPHbIA ONABET | TUMNA

CaxapHblii gnabet | Tuna (CA4 1), nan MHCYNMH3aBUCUMBbIA CaxapHbli
OnabeT, OTHOCAT K TSXKENbIM MyNbTUAKTOPUanbHbIM 3a60/1eBaHUAM.
KnnHuka caxapHoro guabeta Xopowo M3y4yeHa, U3BecTHa CMMNTOMATU-
yeckas abopesmatypa C, 1—3 «n» (monudarus, NOAMAUNCUS WU NONY-
pysa) 1 2 «r» (TMNEPriankeMus 1 rnKosypus).

MynbTuthakTopnanbHas Mofenb HacnegosaHua CL 1 npegnonaraer,
4TO MaHuecTaums 601e3HN onpeaenseTcs CyMMapHbIM AeACTBUEM reHe-
TUYECKNX U CPefoBbIX (DaKTOPOB. 3TO NOATBEPXAaeTcs 6/IN3HEL0BLIMU
nccnefoBaHUsMM, CBUAETELCTBYHOLWMMU, YTO 3a601eBaemocTb Cl 1Tnna
Y MOHO3UIOTHbIX 6/113HeL0B cocTaBnseT 40—50% B pasHbIX NONYAAUMSX.

CoBpeMeHHbIM MOAX0A0M B U3YYeHUU npegpacnofioxeHHoctn k CA 1
ABNAETCA aHanu3 accouuauuu 3Toro 3abosieBaHMA C MOAUMOPHHLIMM
OHK-mapkepamu.

MomMyUMO nepeyumcieHHbIX K Hanbonee pacnpocTpaHEHHbIM MYNbTU-
(hakTOopManbHbIM 3a60N1€BaHUAM OTHOCAT U BPOHXUaNLHYHO acTMy, U A3-
BEHHYI0 60/1e3Hb XenyaKa 1 ABeHaaLaTUNepPCTHOM KULLKK, 1 Spyrue.
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YacTb 2. HacneacTBeHHble 60/1e3HM YenoBeka

KOHTPOJIbHBIE BOTIMPOCHI

KakoBbl NpUynHbI MynbTU(aKTOPUaIbHbIX 601e3HelR?

Kakve 3a6oneBaHus UMeKOT HacneACTBEHHYHO MpeapacrnonoXeH

HOCTb?

Kakune Tunbl HacnefoBaHWA CYLLECTBYIOT N8 TeHHbIX 3abosniesa

HMIA? KakoB Ux xapakTtep?

MpueegnTe Nnpumepbl X-cLeneHHbIX 3a60neBaHnid. Kakoe 13 H1X
CbIrpasio Tparmyeckyr posb B uctopun Poccum B Havane XX B.?



TEMA 5

APYTVE ®OPMbI
FEHETUYECKOW MATONOT N

aK y)ke 0TMeueHo, 60/bluas YyacTb reHeTnYe-
KCKOI\/'I naTonorny He NOAUNHSETCS MEHAENeB-
CKMM 3aKOHaM Hac/neaoBaHus.
Hwuxe npuBefeHbl OCHOBHbIE KMacChl TakMX 3a-
60neBaHNN.

MUTOXOHAPWAJIbHBIE BOMTIE3HN

Pe3ynbTaTbl MeXAyHapoAHOI nporpaMmbl «[e-
HOM Ye/ioBeKa» MoKasaiv, YTO MUTOXOHAPUaNbHas
OHK (MTAHK), BbigeneHHas U3 KocTein yepena co-
BPEMEHHOT0 Ye/iI0BeKa, N0 HYKNeOoTUAHOMY COCTaBy
coBnagaet ¢ MTAHK, BbigeneHHOM 13 KocTeli yepe-
Ma NCKOMaemMoro YefoBeka, NPOXMBABLUEro Ha ce-
Bepe AQPMKAHCKOrO KOHTUHEHTa MPeAnonoxXu-
TenbHo 150—200 Thic feT Hasag. [1oCKonbKy
cnepmarto3ong — «kancyna ¢ HK», a aiiueknetka
06/1afaeT UMTOMMa3MO, B KOTOPO MPUCYTCTBYHOT
BCE KNETOUHbIE OpraHes/ibl, U, TakuMm 06pasom, Mu-
TOXOHAPUW HacnefyroTCca TONbKO MO MaTepUHCKON
INHWW, 3TOT O6WMIA NpefoK 6bin HasBaH Adpu-
KaHckoi EBoil. Takoe npoucxoxgeHne MTAHK
6b1710 NMONOXEHO B OCHOBY runoTessl . YuncoHa
(1987 r.) 0 npoucxoxieHun Buga Homo sapiens
(4enoBeK pasyMHbI) OT 3TOr0 MCKOMAEmMoro nep-
BOObITHOrO 4enoBeka. [laHHOW ruMoTe3oi BOC-
NO/Ib30Ba/IUCb COBPEMEHHbIE KPEauWOHUCTbI, Mo-
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YacTb 2. HacnenctBeHHble 60/1e3HN YesioBeKa

CuMTaBlUMe, YTO OHa fBMSETCA [0KAa3aTe/IbCTBOM 6GOXXECTBEHHOIO
COTBOPEHUA MMpPa, COrNacHO KOTOPOI YenoBeK NpousoLLen OT 06LmX npa-
poauTeneii — EBbl n Afama, XuBLUKX B 6mubnelickom Pato B Mexaypeube
mexxay Turpom n Edpatom. MuToxoHgpuabHble 601e3HU aBnatoTcs 60-
Ne3HAMMN MaTePUHCKOro HacnefoBaHus.

OcHOBHas (hYHKLUNA MUTOXOHAPUI —(U3NKO-XUMUYECKME PeakLum,
CBfI3aHHbIE C TKAHEBBIM AblXaHVeM ¥ cuHTe30M AT® (afeHOo3MHTpuUgocC-
that), npomcxogdawmnm 6narofaps npoueccam OKUcneHUs n gpochopunu-
poBaHuA. AT® 3anacaeT v XpaHUT IHEPTUI0 4/1 OKUCNeHUdA. ['eHoM mn
TOXOHJPWI MOHOCTbIO PacLUN(POBaH.

B 1970-1980-x rr. nosiBUANCL MepBble COOOLLEHUS O MUTOXOHAPK
a/IbHbIX W NePOKCUCOMHbIX 6OME3HSAX.

MuToXxoHApUanbHble 60/1e3HK (puc. 2.9, CM. LB. BK/EliKY) —06wwup-
Has rpynna 3a6oneBaHuii, 00YCNOBNEHHbIX Pa306LLEHNEM MPOLECCOM
OKucneHus U GhocopuaMpoBaHa B MUTOXOHAPUAX. TPUYMHBI MUTO-
XOHApPWanbHbIX 60M1e3Hel XOpoLOo M3yYeHbl — TOUYKOBbIE MyTaumu n 06-
wupHble geneunn B MTAHK vnmn agepHoin AHK, B KOTOPOI BO3HUKaKOT
MEXTeHOMHbIE CUTHaNbHbIE 3((EKTDI.

[ns mMuTOXOHApPManbHbIX 60/e3Heil xapakTepHa MOMMCUCTEMHOCTb
nopaxeHus. lepsble KIMHWYECKME MPOSBAEHUS CO CTOPOHbI HEPBHON
CUCTEMbI Ha 2—3-M TOfy XWU3HW pa3HooOpasHbl (aTakcus, 3a4epXKa ncu-
XOMOTOPHOIO Pa3BUTUA, MUOK/OHYC-3MUENCUA, WHCY/bTONOA06HbIE
Kpu3bl). B natonormyeckuii npouecc NOCTeNeHHO BOBMEKAKTCA cepaue
(kapgmomumonatus, HapyLleHne NPpoBOAVMOCTM MUOKapAa), OpraHbl 3pe-
HUA (aTpoduna 3puUTeNibHbIX HEPBOB, KaTapakTa, Hapy)XHasa oTasibmonie-
rma, NUTMeHTHaa AereHepauns ceTyaTku), NoYKW, neyeHb, IHLOKPUHHAS
cuctema. prmep MUTOXOHAPUa/IbHBIX GonesHeli — atpogms Jlebepa
(cnegcTBme TOUKOBOIM MyTaumu), 6onesHn KupHc-Caiipa, fles, Bosb-
thpama, MupcoHa (geneunn MMToXoHApuansHon AHK).

MNMEPOKCVCOMHBIE BOJIE3HN

MepoKcUCOMbI MPeAcTaBnsAT CO60M Kpyr/ble UM OBajlbHble Opra-
Hennbl, HaxoAdALiMecs BO BCeX K/eTKax opraHusma (Kpome 3pesbiX 3pu-
TpouumToB); ux gnametp 0,2—1,0 mkMm. Konuuyectso, pasmepbl U opma
NepoKCMCOM BapbUPYHOT B pa3HbIX TKaHAX: 60MbLUE BCEro NEPOKCUCOM B
KNeTKax MeyeHU U noyek, MeHblle (M MeHbLUEero pasmepa) B KeTKax
KOXW 1 mo3ra. B nepokcrncomax HeT cBoeil AHK, n oHM He npon3BogaT,
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N «AMMOPTUPYIOT» COCTaBNAIOLLME UX 6E/TKM NMEePOKCUHbI, BOBNEYEHHbIE B
|[HoreHe3 opraHenn. HapyweHus 6uoreHesa nepokcUCOM COMPOBOXAaA-
eTCA CHMXEeHWeM WX KO/MYecTBa WX MOMHLIM OTCYTCTBMEM B K/IETKax
pasHbIX TKaHel opraHu3ma, YTto NPUBOLMT K Pa3BUTUIO MEPOKCUCOMHbIX
60ne3Held, BCTpevaembix ¢ yacToToi 1:25 000—50 000 yenoBex.

B HacTosLLee BpeMs M3BECTHO 17 HO30/10rMYecKuX opm, NoYTH BCe
HacnefyoTcs N0 ayTOCOMHO-PeLecCUBHOMY Tumy, U 6OMbLUVHCTBO
NPOSABNAIOTCA B PaHHEM AeTCKOM Bo3pacTte. [ns 3Tux 3aboneBaHmin xa-
pakTepHbl FeHeTUYecKash reTeporeHHOCTb U KAMHUYECKUA NOMMMOp-
(hM3M — pa3Haa KAMHWYECKasA KapTuUHA Npy MyTauusx B O4HOM U TOM
Xe reHe v pa3BMTMeE OLHOI0 CUMNTOMOKOMII/IEKCA MPU MyTaUuaX B pas-
MbIX TeHax.

Knaccugukaumns nepoKCUCOMHbIX 60ne3Hel:

mKoMnnekcHble Le(eKTbl WAW TeHepasM30BaHHOE HapyLUeHue
(YHKUMIA (NepoKCUCOMbI OTCYTCTBYIOT, WM UX YWCAO Pe3KO
CHWXEHO), HanpuMep, 60ne3Hb Pethcyma HOBOPOXAEHHbIX, Heo-
HaTafbHasA afpeHONeiKoanCTpodrs, pU3oMuennyeckas Toueu-
Has XoHApogucnnasvs, uepebporenatopeHasbHblil CUHAPOM
LlenbBerepa u Lenbeereponofo6HbIi CUHAPOM.

mCTpYKTypa NepoKCMCOM COXpaHeHa, HO UMEETC MyTauums B reHe,
KOHTPONMPYIOLLEM eAVHUYHBI/A (PepMEHT, HaNpUMep, akaranasus,
6one3Hb Pehcyma B3poC/bIX, NCEBLOHEOHATANbHAS afjpeHOeKo-
anctpodms, X-cuenneHHas agpeHoneikoaucTpodpus n ap.

BOMbLWINHCTBO NMEPOKCMCOMHbIX 60Me3HEN UMEIOT BbIPKEHHYIO He-
BPOJIOTMYECKYIO CUMNTOMATUKY.

NMN30COMHbIE BOJIE3HU

JlnzocomHble 60ne3HN (60M1e3HU NIM30COMHOIO HakonaeHus) — o6-
LLiee Ha3BaHVe HacneACTBEHHbIX 3a00NeBaHUA, CBA3AHHbIX C HAPYLUEHK-
eM (pyHKUMM nnu3ocom (0T rped. lysis —pacTBopeHuMe 1 soma —Teno), T.e.
BHYTPUKNETOUYHbIX OpraHesna, KOTOpble OCYLLeCTBMSIOT MepeBapuBaHuie
3K30reHHOro mMatepuana (Hanpumep, 6akTepuii) nnm oTpaboTaBLIKMX Op-
FaHens KneTKW ¢ MOMOLLbI0 (hepMeHTOB. DepMeHTbl —KUCAble rmapona-
3bl — pacLLenasaT MaKpOMONeKy bl Ha UX NepBUYHbIE COCTaBASIOLLME:
aMWHOKMCNIOTbI, MOHOCaxapufbl, >XWPHbIE U HYKMEUHOBbIE KUCMOTbI.
[eHeTMYeCKN [eTepMUHMPOBAHHOE HapyLleHWe CUHTEe3a Of4HOro uau
HECKONbKNX (HEPMEHTOB /IN30COM MPUBOAUT K HAKOMMEHUIO B HUX Che-

111

b aniAdT G ewa

nniovoreu NOMIBShNLBHBI 1qndo



YacTb 2. HacneacTBeHHble 60ne3HN yenoBeka

ungpuryeckoro cyberpara aTUX (epMEHTOB (MyKOMonucaxapuaos, raH-
rAMosngoBs, AUNWAOB, T[AUKONPOTEMHOB W T.4.). COOTBETCTBEHHO,
BbIAENAOT CheaytoLime rpynbl M30COMHbIX 60Me3HeR: MyKonomcaxa-
pVAO03bl, FAHTAMO3WA03bI, AUMAWMAO3bI, FNNKONPOTENHO3bI, MYKOMNNAO-
3bl, nefikogmcTpotmn. B 60nbLIMHCTBE CyYaeB Takue 3abonesaHna npu-
BOAAT K fleTa/lbHOMY MCX04y B LETCKOM WM MOAPOCTKOBOM BO3pacTe.
Cneunduryeckoe neveHne OTCyTCTBYET.

BOJIE3HU
TEHOMHOIO UMNPUHTWHIA

B 1990-x rogax 6611 BblfeneHbl 60/1€3HU FTEHOMHOI0 UMMPUHTUHIA U
60M1e3HM 3KCMaHCUMN YMCNa HYKNeOTUHbIX MOBTOPOB, KOTOPbIE, NpasAa,
YaCTMYHO BOLL/IN B KNacCU(uUKaL Mo MOHOTEHHbIX 60/1€3HENR, YUNTbIBaKO-
LY MyTaLOHHble cneKTpbl U MeToabl AHK-AnarHocTuku.

VIMNPUHTUHI —NOJaBNeHNe reHoB, NpULLeALLX 0T O4HOM0 U3 poau-
Tenei, 6narogaps M30bITOYHOMY METUIMPOBaHWKO. OTAENbHbIM TFeHam
CBOWICTBEHEH OMpPeAeNeHHbIN PUCYHOK pacnpeieneHns MeTUNPOBaHHbIX
0CTaTKOB LMTO3MHA, KOTOPbIE pacnonarakTcs B OCHOBHOM B NMPOMOTOP-
HOIi obnacTw.

CnyuaeTtcs, Hanpumep, YTO FeH, NpuUWeAWwniA 0T 0Tua, CU/IbHee MeTU-
NIMPOBAH N HeaKTUBEH, TOrf4a Kak roMOMOrMYHbIA MaTePUHCKUIA TeH akK-
TMBHO TpaHCKpnbuMpyeTcs. B aTOM ciiydae roBopsaT 0 HAIMMUIA pogUTENb-
CKOTr0 MMMPUHTUHIA (0T aHrf, imprint — ocTaBNATb OTMNeYaToK, Cnea,
3aneyatnieBatb). HapylleHue 3KCNPeccun reHa MOXeT MEeHSATb XapakTep
LLOMUHUPOBaHMSA.

Ha npvBefeHHOI HMKE CXeME MOXHO NPOCNefuTb 3aKOHOMEPHOCTM
nepefayn JOMUHAHTHBLIX A U pPeLLeCCUBHBIX @ FreHOB

¥ o

A a
A AA Aa
a Aa aa

Jonyctym Tenepb, YTO OAWMH M3 TeHOB 3abnokuposaH (A *m Torga y
NMOTOMKOB Oyfem Habnwogatb npossneHne B 50% ciyyaes JOMUHAHTHbIX
npusHakos (A*A, Aa), n B 50% —peLieccMBHbIX (A*a, aa).
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A a
A* A*A A*a
a Na aa

VIMNPUHTUHTY NOABepraeTca 0THOCUTENbHO HeBO/bLLIOe YMCNO MeHOB
MekonuTarwmx —okono 0,1% u3 fecATKOB ThICAY UMeKLLINXCA, cpeaun
HUX NOEHTU(HMLMPOBAHO OKONO ABaALAaTN reHoB.

C reHOMHbIM MMNPUHTUHIOM CBA3aHa W OAHOPOAMUTENbCKas AMCO-
MUS, T.e. HacnefoBaHWe 06enx Konuii Lenoin XpoMocoMbl UK ee 4acTu oT
ofHoro pogutens (Npu OTCYTCTBUW COOTBETCTBYIOLLErO FeHETUYECKOro
marepuana OT Jpyroro poguTens), ABNAOWAACA UCKNIOYEHNEM U3 MeH-
[leNeBCKMX NPUHLMMNOB HacnefoBaHWA. OHa BCTpeyaeTcs Pefko U Bbi3bl-
BaeT, Hanpumep, cuHApom Mpagepa-Bunnn v cuHApoM AHrensmaHa.

Y 20-30% 60/bHbIX C cuHApoMOM [Mpagepa-Bunnu, umerowmnx no
[aHHbIM LMTOreHeTMYeCKOro UCCNeA0BaHNA HOPMasbHbIA KapuoTun, ¢
MOMOLLbI0 MOJIEKYIAPHO-BMOTOMMYECKNX METOA0B 0OHAPYXKMBAKOT AMNCO-
MUK MaTepUHCKOW Xpomocombl 15. OTuoBCKas xpomocoma 15 y Takux
60/IbHbIX OTCYTCTBYET.

BO3MOXHbIA MEXaHW3M LMCOMUW — 3MMUHALNA INLWHEA XPOMOCO-
Mbl Y Na04a C TPMCOMMENA Ha paHHUX CTaguax ambpuoreHesa. bonesHb
MPOAB/AETCA B TOM CNy4yae, eciv 3NMMUHUPYeTCH IMLWHAA XPOMOCOMa,
NpoMcxoaALLas N3 HopManbHON rameTbl.

MpeanonaratoT, YTO OLHOPOANTENBCKAA LUCOMUA CYXUT NPUYMNHON
BHYTPUYTPOOHON 3a4epXXKU PasBUTUSA, YMCTBEHHOW OTCTanOCTM WU MU-
Kpouedanum. 3TU MPeAnosioKeHUs MoKa He MOATBEPXAEHbI MOJeKy-
NAPHO-6MONOTMYECKMMU UCCIEA0BAHUAMM.

BOJTESHWN 3KCMAHCUN
UYNCNA HYKNEOTUAHBLIX NMOBTOPOB

JOHK MOXeT KoaupoBaTb He TOMbKO HOPMaSIbHYH MENTUAHYH LEMb,
HO W TaK Ha3blBaeMble LieMu-TPaKTbl, COCTOSILLME U3 NOBTOPEHNS aMUHO-
KUCNMOT (Hanpumep, eC/iM BO3pacTaeT KOJIMYECTBO KOMWiA Tpunneta). Mpu-
MEPOM MOXET CAY)XXMTb Y)Ke YNOMUHABLUWIACS cuHApomM MapTuHa—benn,
WAN YMCTBEHHOW OTCT/I0CTU C JIOMKOI X-XpOMOCOMbI. Ha TefloMepHOM
yyacTKe [/IMHHOIO njeya X-XpOMOCOMbl MPUCYTCTBYHOT KOPOTKMUE, He-
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YacTb 2. HacneacTBeHHble 60/1e3HN Ye/ioBeKa

CKO/MIbKO M.H., noBTOpAlOlWKeca nocnegosatensHoctu AHK. B Hopwme
YMCo KOMWIA JOMKHO 6bITb OT 2 40 54. Mpwn 54 1 HECKONbKO 60/bLUEM
KO/IMYECTBE €LLe HET KIMHUYECKNX NPOABMEHWNIA, HO 3TO COCTOSAHME MOX-
HO XapakKTepn3oBaTb Kak npemyTtauuio. A ecnv ux ymcno npesbiwaet 200,
nposiBnseTcs 3abonesaHue.

XapaKTepHyt0 BHELIHOCTb 60/bHBIX ONUcaTh CM0XHO, 04HAKO B Kaye-
CTBE OCOOEHHOCTE MOXHO Ha3BaTb BbICOKWI POCT, KPYMHbIE KUCTU U
CTOMbIl, OTTOMbIPEHHbIE YLIW, YAJIMHEHHOE MU0 C BLICOKUM BbICTYMal-
WM N60M, YNIOWEHHON cpefHel YacTblo 1 TONACTbIMU ry6amm; HUXHASA
4acTO BblBepHyTa. TUNM4YHasg AN 3TOr0 CMHAPOMA YMCTBEHHas OTCTa-
NOCTb OLleHMBAETCH Kak ymepeHHas; y 10—15% npossnseTca rnybokas
O/IMTO(IPEHNSA, N Y TAKOTO XXe KOMNYECTBA — «MATKas» YMCTBEHHas OT-
cTanocTtb. bosbHbIe, Kak Npasuo, couuanbHoO afganTupoBaH.l.

OCHOBHbIe fMarHOCTMYeCKMe NpU3HaKy Knacca 60ne3Heid aKCnaHcuu.

—YcuneHne TsxKecTn 3aboneBaHus y 60AbHbIX POACTBEHHUKOB B
KaXA0M MocneayroweM MoKONEHUN B npegenax POAOC/IOBHOM.
370 06bACHAETCA POCTOM YMcna KOMWI MOBTOPOB B LMKIAX
KNETOYHbIX (MUTOTUYECKMX N MENOTUYECKNX) LeneHnii nmbo no
OTL,OBCKOWN NMHWW (Hanpumep, POCT YyMcfia MOBTOPOB B MYXCKOM
meiio3e npu xopee MeHTUHITOHA), NM60 NO MAaTEPUHCKON NUHUN
(HanpyMep, poOCT uucna MOBTOPOB B XXEHCKOM Melio3e npu
MUOTOHUYECKOW AMCTPO(UM). Y MOTOMKOB MOPAXKEHHbIX /NL
3aboneBaHue MpoAB/AeTCS paHbLUe U NPOoTeKaeT 6osiee CTPEMU-
TeJIbHO.

—Koppenauusa THKeCTU CUMMMNTOMOB C YMC/IOM MOBTOPOB Y 60/b-
HbIX KaK B OfHOI 1 TOI e CeMeHO POLOC/OBHO, TaK U pas-
HbIX CEMeliHbIX POOC/IOBHbIX.

—YBeNIMYeHNe KONNYecTBa GO/bHBLIX NINL, B KaXAOM MOC/efyto-
Wwem rnokoneHun (napagokc LlepmaHa). XapakTepHo, 4TO 3TOT
napafoKc 3aBMCUT OT TOrO, KTO U3 poauTeneli nepejaer MyTa-
uuMto notomkam. OcHoBa napafokca LlepmaHa — Hanuuue B
CEeMEHON pOAOC/MOBHOM 340pOBbLIX HOCMTENER npemyTauumn
(cocToAHMe [0 MpeBbILEHNA Mopora 3kcrnaHcum). Hanpumep,
npu cuHgpome MapTuHa-benn nepexof W3 COCTOSHUA Mpe-
MyTauuMum B MOMHYK MYTaLMIO BO3HWKAET TO/IbKO B >KEHCKOM
melio3e. [pn TakoM nepexofe 4Mcio KOMuii NoBTOpPOB OyaeT
3aMETHO BbllLE Y CbIHOBEM, YeM Y A0Yepeid XKEHLNH — HOCKU-
TeNbHUL, MyTaLun.

JNeyeHne 6onesHein akCNaHCMM CUMNTOMATUYECKOE.
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MPNOHHBIE BOJIE3HWN

HakoHeLl, coBceM HefjaBHO 6Obll BblgeneH Kacc NPUOHHbIX 6onesHein —
rpynna HeipogereHepaTuUBHbIX 3a00/1eBaHWII YenoBeKa U >KMBOTHBIX.
KnuHnyeckasa heHoMeHOoNorns 60/bLIMHCTBA M3 HUX U3BECTHA [aBHO,
B TO BpeMS KaK KOHLenuus ux aTuonormu paspabotaHa okono 20 neT Ha-
3af, Korpga 6bin BBefileH TEPMUH «MPUOH» U 06HAPYXXEH MPUOHHBIWA 6enok
(PrP). ¥ uenoBeka M3BeCTHbI YeTbipe 60/1€3HM, BbI3blIBa€MbIE MPUOHAMM,
KOTOpPble MaHN(eCTUPYIOT B BUAE UHDEKLMOHHbBIX, CMOPagUYeCcKnX 1 Ha-
CNeACTBEHHbIX (opM: Kypy, cuHgpombl KpenTudenbga-dkoba, epct-
mMaHHa-LTpeyccnepa—tlleiinkepa, cMepTenbHasA CeMeiHasd 6eCCOHHMU-
ua. bonesHb AnbureiiMepa, Wau crapyeckoe cnaboymue, OTHOCMTCA K
CaMOCTOATENbHOMY HacneACTBEHHOMY 3ab60/eBaHN0, 06YCNOBIEHHOMY
TONKOBbIMW MYTaLMAMW B TFeHax, JIOKAJIM30BaHHbIX B /IOKYCaX PasHbIX
XPOMOCOM, OfHAaKO MHOrAa 3T0 3a60fieBaHMe TakKe NPUUUCAAIOT K Npu-
OHHbIM 60/1E3HAM.

B 1967 r. A. IpudduT BbiCcKazan MNpeanonoxXeHne, YTO UHMEKLUM-
OHHbI/ areHT He COLEPXWT FeHeTUUYECKOro marepuana, a npeacTaBnseT
M3MEHEHHYI0 JOPMY O4HOIO U3 KNeTOUHbIX 6enKoB, CamMOMNoAAepXKuBato-
LLMXCA 33 CHeT aBTOKATaIMTUYECKOrO MexaHn3ma. STOT areHT unn 6enok,
BbI3bIBAKOLLMIA  CKP3WNM, MNOMyYMn Has3BaHMe «MpuoH»  (prion —
proteinacious infectious particle) unu PrP (Prion Protein).

B nanbHelilieMm Ha OCHOBE OnpefeneHns NepBMYHOI CTPYKTYpbI 6enka
PrP 6bin naeHTMHMLMPOBaH KOAVPYHOLWNIA ero reH, HaseaHHbIi PRNP.
B cBoto ouepegb, 6e0k PrP okasancs mem6paHHbIM G€MKOM, KOTOPbIN
3KCMPeccMpyeTcs B PasfMYHbIX KNeTKax W TKaHAX [B OCHOBHOM LEH-
TpasibHasa HepeHasa cuctema (LLHC) n numdopeTukynsapHas TkaHb].

HopmanbHas u natonoruyeckas gopma 6enka 6bLIM HEOTANYUMBI
[pyr OT Apyra no aMMHOKWUCIOTHOM MOCNeA0BaTe/IbHOCTU, HO MeNn pas-
Hyl0 KOHopmaumto: B cydae PrPSrnobyna cogepxkana 30% a-cnvpanei
n 43% |3-cTpykTyp. pu B3aMMOLEACTBMM M3MEHEHHOro 6enka ¢ Hop-
Ma/IbHbIM MOCNEAHMUIA TakXKe MeHSieT CBOK KOH(OPMALMIO 1 B3aUMOfeii-
CTBYET C HOpMas/IbHbIMU GenKamu, 4TO MPUBOAUT K UX U3MEHeHUIo. Ta-
KM 06pa3om, pa3BrBaeTCA MPOLECC, aHANOMMYHbIA LLENHON peakuum.

MpuoHHbIe 6071€3HM pa3BMBalOTCA MO0 B pe3ynbTaTe MyTaluii B reHe,
KOAMPYIOLLEM 3KCMPECCUIO MPUOHHOro 6enka, NMGO Npu nonajgaHun B
OpraHv3M 4YefnoBeKa NaTonornyeckor popmbl 3Toro 6enka, HaxoasLLero-
CA B COCTaBe Yy)XXepogHOro 61MoorMyeckoro marepumana, UHQUUUpYyoLle-

115

b aniAdT G ewa ]

nuiovoreu NOMIBhULBHII 1qndo



YacTb 2. HacnenctBeHHble 60ne3HN yenoBeka

ro opraHu3m 4enioBeka. Bcero o6HapyxeHo 6onee 20 myTaumin PRNP,
[lOCTOBEPHO CBA3aHHbLIX C HACNeACTBEHHbIMU MPUOHHLIMU GOME3HAMM,
MyTauuy MpegnonoXuTenbHO BbI3blBAOT KOH(OPMaLMOHHbIE MpeBpa-
weHuna PrPc 6enka 13 a-CTpyKTypbl B P-CTPYKTYpy. [NpUOHHbIE 601e3HN
MOryT 6bITb cropaguyeckummn (80—85%) 1 HacneAcTBEHHbIMU (OKOSO
15—20%). MeHee 1% cny4yaeB — npnobpeTeHHble 3a60neBaHns. MpUoH-
Hble 60/1E3HW CUUTAIOT HEU3NEYUMbIMU. VX ledeHre B OCHOBHOM CUMII-
TOMaTMYeCKOe, U NOAXOAbl K pafuKaibHOW Tepanuu TOSbKO HauMHAOT
paspabaTblBaTbCA.

BOJIE3HW MEHETUYECKOW HECOBMECTUMOCTW
MATEPU W NIOCAA

371 3a60/1€BaHNSA BO3HUKAIOT Kak pe3ynbTaT MUMMYHHOW peakuum ma-
Tepy Ha aHTUreHsbl nioga. Kposb nsofa B He60NbLLIOM KONNYECTBE Nona-
[aeT B opraHusm 6ygylueli matepu. Ecnn nnof yHacnegosan ot oTua Ta-
KOI annenb, KOTOPOro HeT y MaTepu, TO OpraHn3m 6epemeHHOl O0TBeYaeT
MMMYHHOI peakuueil. AHTUTeNa MaTepu, NPOHMKasa B KPOBb N104a, Bbl-
3bIBAKOT Y HEr0 MMMYHHbI KOH(MKT. XOTA reHeTuKa CUCTEMbl pesyc,
KaK OTMeYeHO B NepBOi YacTu, 4OBOMLHO CMOXHA, B LLe/IOM MOXHO CKa-
3aTb, YTO NPU3HAK Pe3yC-MoNOKUTENIBHOCTU SBAETCA AOMWHAHTHbIM,
a pesyc-0TpMLUaTenbHOCT —peLeccMBHbIM. OCHOBHaA npobnema B cre-
OYIOLWEM: ecn roOMO3WUroTHas pe3yc-oTpuuaTeNbHasA >KeHLMHA BbIXO-
OUT 3aMy>K 3a Pe3yC-MoJIOKNTENbHOTO MY>XUYMHY (reTepo3nroTHOro wunu
rOMO3WroTHOro), TO B OPraHWM3Me XeHLWWHbl MOryT BblpabaTbiBaTb-
cA aHTWTena, KoTopble GyayT B3aMMOZeliCTBOBAaTb C 3pUTpoLMTaMK pe-
3yC-MONIOXMTENIbHOrO nofa. MNpakTuKa NnokasbiBaeT, YTO BEPOATHOCTb
pe3yc-KOH(IMKTa MOBbLILLAETCA, €CAM MaTb AAHHON >KEeHLMHbI Takke
Oblna pesyc-oTpuLaTeNbHON, — B TakKOM C/lydae y Hee 0TMevaeTcs 6onee
BbICOKas YyBCTBMTENbHOCTb K pe3yc-aHTuTenam. CeHcubunmsaums (mo-
BblLLIEHNE YYBCTBUTE/ILHOCTN) MOXKET Pa3BMBaTbLCA U B pe3ynbTaTe npej-
LUEeCTBYHOLMX GepeMeHHOCTEN uin abopToB.

"emonnTUYecKas 601e3Hb HOBOPOXKAEHHBIX (KeNTyxa), 06ycnoBneHHas
pe3yc-HeCOBMECTMMOCTbHO, BCTpevanack o 1960 r. ¢ vactoTtoin 1:300. Jo
BBeJeHMA B NPaKTUKY COBPEMEHHbIX METOAO0B /leYEHUS TeMOSIMTUYECKas
XenTyxa fasasia TaXKenble 0CoXHeHua. OfHAKO ycrnexu npounakTukm ee
HaCTO/IbKO 3HAYMTESbHbI, YTO AaHHas 061acTb MOXET CNYXWUTb NPUMEPOM
OAHOr0 M3 BXXHEWLLINX JOCTVXKEHNIA MeLNLVHCKON reHeTUKM.
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Bo-nepBblX, BCeX OepeMeHHbIX XEHLMH WCCNedyloT Ha pesyc-
NPUHAANEXHOCTb. Ecnn 06HapyXuBaloT, UTO AaHHAs >KEHLMHa pe3yc-
oTpuuaTtenbHa, UCCNeLytoT U ee Cynpyra, YTobbl yCTaHOBUTL BEPOATHOCTb
pe3yc-HecoBMeCTUMOCTbL MaTepy W nnoga. Bo-BTopbix, nocne yueta
pesyc-npuHagnexHocTn Oyaylmx poauTeneil NpPOBOAAT Pa3bACHU-
TenbHyto Gecefly 0 TOM, 4YTO NepByt0 6EPEMEHHOCTb HYXXHO 0653aTeflbHO
COXpaHsATb, MOCKOMbKY C KaXAOW MocnegytoLleil BeposTHOCTb pesyc-
KOH(/IMKTa MoBblILWaeTcA. B-TpeTbux, No-BMANMOMY, OTCYTCTBUE pe3yc-
(hakTopa Yy [eBOYEK HeOOXOAMMO BbISBNATL C PAHHEr0 BO3pacTa, YToOLI
n36exaTb CEHCMOMIM3aLMM BO BPeMS NepesinBaHWiA KpoBW, remorepa-
nun. Kpome T0ro, B TeyeHne 6epeMeHHOCTY CNelaT 3a nokasartesem (Tu-
TPOM) pesyc-aHTuTeN. Bce 3T MeponpuaTUA MO3BONSAIOT NPefynpeanTb
BO3HWKHOBEHWE FEMOMMTUYECKOW XXENTYXN HOBOPOXAEHHbLIX WK, €Cnn
MosIBATCH ee MPU3HaKu, HayaTb CBOEBPEMEHHOE fIeYeHMe.

Ecnun ceHcmbunmsauma npomsoLuna, puck passutus 3abonesaHns co-
ctaBnget 50%, ecnu otew, retepo3nroteH, 1 100%, ecnm OH rOMO3UroTeH
no rey Rh+ Rh+.

MEHETUKA W PAK

Ctporo rosops, pak —nuLLb OANH U3 BULOB 3/10Ka4YECTBEHHbIX ONyX0-
Neli, NPOUCXOJALLNX W3 INUTENNS — NOBEPXHOCTHOW TKaHW OpraHvsma,
KOTOpas BbICTWUMAET KOXY, CIM3NCTbIE 06010UYKMN U HEKOTOPbIE BHYTPEHHNE
KaHa/bl. B 6bITy Nog TEPMUHOM «pak» 06bIYHO NoApasyMeBatoT BCE 3/10Ka-
YeCTBEHHbIE OMyXO0/M WU OHKOreMaTosiormyeckue 3abonesaHus. pouecc
npeBpaLLEHNSA HOPMa/IbHbIX KNeTOK B 3/10Ka4eCTBEHHbIE —KaHLIepPOreHes.

Onyxonu 6bIBalOT JO06POKAYECTBEHHbIE U 3/10KAYeCTBEHHbIE. 3/10Ka-
4eCTBEHHOCTb — CBOMCTBO OMyXO/MM PacTu U MPOHUKATb He TOMbKO B
OKpY>KaloLLMe ee TKaHW, HO 1 PacnpoCTPaHATLCA C KPOBbLIO U Mo nmda-
TUYECKUM coCyfjaM B COCefjHMe opraHbl 1 TKaHu. lMonas B Apyrve opra-
Hbl, OMYyXONeBble KETKU HapyLlalT MX HOpMasbHyt0 paboTy. Onyxonb
ObICTPO pacTeT, W AN pocTa el TpebytoTca NuTaTenbHble BelecTsa, KO-
TOpble OHa 3abupaeT y opraHunsma. [JocTurHys 60nbLIOro pasmepa, ony-
XO0/lb HAYMHAET paspyLLaThbCs, NOCKONbKY KPOBEHOCHbIE COCY[bl Y)Ke He
Cnoco6Hbl 06ecneunTb ee NUTaHWEM. ITO COMPOBOXAAETCA MHTOKCUKA-
umein (oTpasneHvem) opraHusma. Korga onyxonb JOCTWraeT pasmepa
okosio 10 cm (B 3TO BpeMs OHa cofepXuT 101 KneTok), HacTynaet fe-
TanbHbIA UCXOA.
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YacTb 2. HacnenctBeHHble 60/1e3HN YesioBeKa

OnyxoneBble KneTkn 061a4at0T CnOoCOBHOCTbIO K HEorpaHu4yeHHOMY
feneHunio. B aTom cmbicsie OHKM 6ecCMepTHbI M NOrnbatoT NnLb C rnbenbio
OpraHu3ma xo3suHa.

[JeneHne KNeTOK KOHTPONUPYHOT 0cobble 6enkn — (hakTopbl pocTa.
OHM MOryT NPUCYTCTBOBATb B Pa3BMBalOLLMXCA OpraHn3max mbo B opra-
HaX W TKaHAX B3pOC/blX nocne TpaBM. [MOKasaHO MX HanMume W npu He-
KOTOPbIX OMyXONsiX.

[lokasaHo, 4TO 3/10Ka4yeCTBEHHAas OMyXOfib Pa3BMBAeTCA W3 OAHOM
KneTkun. lNog geiicTBmem hakTOPOB OKPY>XXatoLLeid cpefbl UW BCNeACTBUE
NCKaXeHNS HOPMabHbIX FEHEeTUYECKUX NPOLLECCOB BO3HUKAIOT U3MEHE-
HWS B FTEHETMYECKOM annapare KieToK. Kak oTMeyanoch, UHAYLMPOBaH-
HbI€ ONYXO0/NM HUYEM He OT/IMYAIOTCS OT CMOHTaHHbIX, U HAKOTAa Henb3s
yTBEPXAaTb, UTO 3ab60/eBaHMe Y KOHKPETHOMO YesioBeka Bbl3BaHO Aeil-
CTBMEM BHeLUHWX (DaKTOPOB, Hanpumep, 06ayyYeHuns.

MyTauun, NpuBOAALLME K paKy, MOTYT MMeTb PasfUuHyi0 Npupoay.
Tak, B pe3y/nbTaTe 3aMeHbl OCHOBaHWI BMECTO HOPMalbHOrO 6enka Mo-
XKET CUHTe3UpOoBaTbCA TaK Ha3blBaeMbIii OHKOGENO0K — U3MEHEHHbIN Ba-
pWaHT, CnocobCTBYOWMNI 6e3yepXXHOMY PasMHOXEHUI0 KeTok. Ha-
npyMep, pak KULEeYHWKa BO MHOIUX CMyyasxX Bbl3BaH MyTauueli reHa,
KogmpytoLlero 6enok [5-KaTeHWH. Y CTaHOB/eHa CBA3b MeXAy PeAKuM BU-
[OM paka NogpKenyfo4HON Xenesbl y AeTeid u MyTaumeid B reHe p53. 37101
reH sBNAeTCH B&XHbIM KOMMOHEHTOM K/ETOYHOIW CUCTEMbl MpefoTBpa-
WeHusa paka. MpegnonaratoT, 4TO MPW PasBUTUM YeN0BEYECKOro Opra-
HM3Ma 4acTb K/ETOK MOMKeNyAouHON >enesbl 4O/MKHA MNpeTepreBaTb
3anporpaMmmnpoBaHHY0 CMepTb (aNonTo3), 1 NPOLEeCC 3TOT KOHTPOUPY-
eTcs 6enkom p53. ViaMeHeHHbIli 6e10K 0Ka3blBAeTCA HECMOCOOHBIM NHU-
LMMPOBaTb anonTos, K 3TO MOXET NPMBECTU K MEPEPOXAEHNIO KIETOK B
pakoBble.

M3-3a amnandukaymm (yBennyeHnus yucna Komnnii) MoXXeT M3MEeHNUTb-
€A [03a reHa, KOHTPOMMPYHOLLEro pocT kneTok. W3-3a geneuyun moryt
ObITb YTpayeHbl reHbI-CYNpeccopbl, NOAABNAIOWME KNETOYHOE feNeHue.
B pe3ynbTate TpaHCN0OKaLUyU MPOTOOHKOreH MOXET OblTb MOMELLEH B He-
NPMBbLIYHOE AN15 Cebs OKpYXeHMe. B yacTHOCTW, Nonas B akTMBHO TPaHC-
Kpnbupyemyto 30Hy reHoma, 6narogaps ageKTy NONOXEHNS OH HayYHeT
pabotaTb. Bce aTv cuTyaumm MOryT NPUBECTU K Mepexomy MpoTOOHKOre-
HOB, NPUCYTCTBYIOLIMX B KNETKE M 0 KAKOT0-TO BPEMEHU HE NMPOSABASAIO-
LWMX cebs, B OHKOTeHbl Y K YCUNEHHOMY CUHTe3y OHKO6enkoB, cnocob-
CTBYIOLUMX K/IETOUHOMY [efIleHNIO.
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[JelicTBUTeNbHO, NpU onpeaeneHHbIX GopMax paka BblSiB/IEHbI XPOMO-
COMHbIe HapyLleHMs. XPOHWUYECKUIA MUENOUAHBIN NeiiKo3 CONPoBOXAaeT-
A TpaHcnoKaumen Mexxay xpomocomamu 9 u 22 (puc. 2.10, cm. UB. BKNeW-
Ky). Mpu numdpome BepkuTTa Ha6MOAOT TPAHCNOKALMIO  Mexgy
XpomMocoMamm 8 1 14. 3T NepecTPORKN XPOMOCOM MOTYT AaXe UCMO0/b30-
BaTbCA ANa AnhepeHLnanbHON ANarHoCTUKN faHHbIX (hopM paka. OfHa-
KO B C/lyyae «TBepAblX» OMyX0nei CBA3b Mexay OrnpeAeneHHbIMWN N3MeHe-
HASMW  KapuoTuma TUMOM OMYXONW CTaHOBUTCSH 60fiee  CHOXKHOW.
B0O3MOXHO, 3T0 NPOMCXOAMT M13-3a TOrO, YTO YacTb abeppaLuii XpoMocom
MOXEeT ABNATLCA HE MPUUYMHOWA, a yXKe CNeACTBMEM Pa3BUTUA OMyXO/u, U
HOCWUTb BTOPMYHbIN XapakTep.

B psge cnyyaes 419 3/10Ka4YECTBEHHOrO MepepoXXAeHUs KNeToK Heob-
XOAMMO HECKONbKO cobbITWA. MpefpacnonoXeHHOCTb K PeTMHO6NAcTo-
Me, Hanpumep, OnpejenseTca MyTauueli B O4HOM W3 reHOB, nepejaro-
Wwelics no HacneacTsy. [ns pasBuTWsA 3TOW ONyXonu B r/asy YenoBeka
Heo6xo4uMMa MyTauus B APYroM reHe. TOMbKO MpW peannsauuu AByX CO-
ObITWI KNeTKa CTaHOBUTCA PaKOBOM.

HekoTopoe Bpems Haszaj Hapsgy C MyTaLUMOHHON 6blna momynspHa
BUPYCHasA Teopus KaHLueporeHesa. [leiicTBUTENIbHO, HEKOTOPble BUAbI
paka nHayuuposanuce Kak AHK-, Tak n PHK-cogepxxawunmu Bupycamu.
3TN OHKOBUPYCbl BCTPaMBanuCb B FEHOM KMETKW W CTUMYNMPOBaNn ee
feneHne. OfHaKO NO3Xe B reHoMax YeNnoBeKa Y XXMBOTHbIX Bblnv 06Hapy-
YKEHbI MOCNef0BaTe/IbHOCTU, FOMOJIONMYHbLIE OHKOBMpYCaM, XOTA paHee
OHM He NOABEPrannch UX AencTauto. Takum 06pa3om, BUPYCHble OHKOTe-
Hbl, CKOpPee BCEro, ABNAIOTCA KOMUAMU MPOTOOHKOTEHOB, CYLLECTBYHOLLMX
M B HOPMa/IbHbIX KETKax.

WTak, npousoLuen nepsblil 3Tan B pasBuTUM ONYX0N — UHULMALNS.
VI3MeHVBLUMECS KNETKM OT/IMYatoTCA OT HOpMasibHbIX. OHU AOMKHBI BOC-
NPUHUMATLCA UMMYHHOI CUCTEMON Kak YyKepogHble. Kak npasuio, Tak
1 npoucxoamT. Bntoboii MOMEHT B OpraHn3me npucyTCTBYET 40 COTHU U3-
MEHEHHbIX K/eTOK, OA4HaKo 6narofaps «6AnTenbHOCTU» WMMYHHOW Cu-
CTEMbI OHU YAANA0TCA U3 opraHn3ma. Ho MOXeT C/lyunTbCs, YTO B paboTe
MMMYHHOI cuCTeMbl NPOM30iAeT c60i 1 TPaHCHOPMUPOBAHHbIE KNEeTKU
Ha4yHYT fennTbes. MpoMcXoanT CenekTUBHBLIA POCT KIOHa — NMOTOMKOB
MYyTMpOBaBLUel KNeTKU. POCT BbIXOAMT M3-MOA KOHTPONSA; MPOUCXOAUT
CBO€0Opa3sHbIi «KNETOYHbIA OyHT». [lanee Hambosiee 3M10KaYECTBEHHbIE
K/IETKN PasMHOXaloTCA BbICTPee CBOMX MeHee 3/10KaYeCTBEHHBIX «cobpa-
TbeB», T.. UMEIOT CENeKTUBHOE NnpeumyLlecTso. poucxoamT obpasosa-
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YacTb 2. HacnencTtBeHHble 60/1e3HN YesloBeKa

HMWEe MHOTFOYUCMIEHHBIX 3/10KAYECTBEHHbLIX K/AOHOB W MPOHWKHOBEHMWE
rpynn KNeToK B ApYrve opraHbl M TKaHU. B HopMe cyLecTByeT cBoeo6pas-
HOEe paBHOBECKE MeXJY 3/10Ka4eCTBEHHOI TpaHc(opMaLneli KNeTok n nx
3aNUMUHauueld. BHelwHMe hakTopbl MOTYT MPUBECTU K HAPYLLEHUIO 3TOrO
paBHOBECWSI MYTEM YBE/IMYEHMS YMCNa PaKOBbIX KMETOK NM6O 3a cyeT
ocnabneHms MMMYHHOR cucTeMbl. [1pOTMBOCTOATL BO3HWKHOBEHWIO
MyTalWii MOXHO Gnarogaps creuuanbHbIM Mepam, Hanpumep, fpuemy
3allMTHBIX NpenapaToB. Ynydwas paboTy UMMYHHOW CUCTEMbI, Takke
MOXHO MpeojoneTb HeraTuBHbIe MOCNeACTBMA He6NaronpusATHbLIX BO3-
[leNCTBUIA.

W 3pech cpasy e CTaHOBMTCS OYEBMAHON MepBoouepesHas posib Co-
UManbHbIX Mep B 3KOMOTMYeCcKM HebnarononyyHbix paiioHax. IMeHHO
3TV NPUHLUUMBI NeXaT B OCHOBE CUCTEMbI /IbFOT, AENCTBYIOLLEN AN1s pa-
60THWKOB BpeAHbIX MPOM3BOACTB. PalMOHanbHOe MUTaHWe, MOMHOLEH-
HbI OTAbIX, YBEPEHHOCTb B 3aBTpAalLHeM [He, XOpOLlee MeULMHCKOE
06CcnyXK1BaHMe MOryT KOMMEHCMPOBaTh BO3MOXHOE KaHL,eporeHHoe aeli-
CTBUE BPeHbIX (haKTOPOB, ABNAIOLLMXCS Pe3y/bTaTOM TEXHONOTMYECKOro
npouecca. W HaobopoT, 3akpbiTve paboTalolero Henojaneky 3asofa
npuBedeT K 6e3paboTuLe, COLUManbHONW HanNPsHKEHHOCTW, HefoeAaHuto,
cTpeccam, 1 BMECTO OXKMAAEMOr0 CHUXXEHUS YMCna OHKOMOTMYeCKMX 3a-
601eBaHNA, BO3MOXHO, ByaeT HabnaaTbes Ux pocT. B nonb3y Heo6xo-
OMMOCTM COLMaNbHbIX Mep FOBOPAT U ONYB/IMKOBaHHbIE HEJABHO B HayY-
HOW neyatn [faHHble (pasymeeTcs, HyXjaloulMecs B [JasibHeliLleld
MPOBEPKE) O TOM, YTO HeGNaronpusATHbIe COLMaNbHbIE YCNOBUA MOTYT
cTaTb NPUUYUHON NOBbILIEHHON HECTabUIbLHOCTW reHoMa. Bo3MoXHO, ro-
pasfo pasyMHee OKaeTcsl BKMafblBaTb CPeACTBa B MOAEPHM3aLMI0 Npo-
M3BOACTBA, MPUBOAALLYH K CHUDKEHWIO BblGpOCa BPeAHbIX BELLECTB, YeM
B nocobus no 6e3paboTuLie YBOIEHHbIM paboynm.



AN

o o

10.
1.

KOHTPO/JIbHBIE BOTMPOCHI

B yem CyLHOCTb MUTOXOHAPUANbHbIX 601e3HelR?

OnuwmnTe 0CO6EHHOCTN MEPOKCUCOMHBIX 60ME3HENA.

Kakue 601e3HM OTHOCAT K 601€3HAAM FEHOMHOI0 UMNPUTUHIa?
KakoBbl OCHOBHble [MarHOCTUYeCKne Npu3Haky 6onesHein akc-
naHcun?

KakoBa (heHOMEHO10r1a MPUOHHbIX 60/1e3HENR?

B uem cyLIHOCTb pe3yc-KoH(pAnkKTa?

Bcerga nu y pesyc-oTpuaaTenbHOW MaTepyu MOXET ObiTb pesyc-
NONOXWTENbHbIA Nnoa? O60CHYTe CBOI1 OTBET.

Mouemy Ans pe3yc-OTpULLATENbHON XXEHLUHbI ONacHO Mpepbl-
BaTb MepByt0 6epeMeHHOCTb?

Kak Ha3blBaeTcA npoLuecc MpeBpaLleHns HOPMaibHbIX KNeTOK B
3N0Ka4eCTBEHHbIE?

B yem 0c06eHHOCTH KaHLieporeHesa?

Kak Bbl MOHVMaeTe CNOBOCOYETAHME «BUPYCHbIE OHKOTeHbI»?

d aviAdT ‘G ewa

nuiovoleu NOMIBhNLBHII 1ando



TEMA 6
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[MOHATWE O TEPATONOI U
BPOXAEHHbBIE NMOPOKW

N MAJIbIE AHOMATW
PA3BUTUA

epartoreHe3 (0T c/fioBa «TepaToc» — YyA0BU-

Le) nosiBfieHMe aHomanuin y nnoga. Mpuuu-
HOW WX MOryT OblTb KakK BHELUHWE BO3LENCTBUS,
TaK W CMOHTaHHble HapylleHus 3MbpuoreHesa.
Pa3nnyatoT «BOMbLUOA» N «Masblii» TepaToreHes.
BonbLioit TepaToreHes xapakrtepusyeTcsa rpyobimu
BPOXAEHHbIMW YpoACTBaMU. BbigensoT kak MHO-
XKEeCTBEHHbIE BPOX/EHHble MOPOKM PasBUTUA, TaK
M aHOManun pasBUTMS OTAENbHbIX opraHos. [Mpu
Ma/ioM TepaToreHese OTK/MOHEHWS B PasBUTUU He
0693aTeNIbHO HOCAT rpy6blii xapaktep. OHW MOryT
NPOSBAATLCA U KaK [JOK/IMHUYECKME MPU3HAKM,
HEKOTOPbIe OTK/IOHEHWS B Pa3BUTUMN.

B KAMHWYECKO reHeTUKe TepaTonorus, usyya-
loLLas 3TMONMOTU0, NATOreHes3, KNMHUYECKMe npo-
ABNEHNS, METOAbl LNArHOCTUKM, NIEYEHUs U Npo-
(hMNaKTUKN BPOXAEHHbIX aHOManuii pasBUTUSA,
Bbl€/IeHa B Ka4eCTBE CaMOCTOATENIbHOrO Hamnpas-
NeHus.

BpoxaeHHble nopoky pa3sutus (BMP) nssect-
Hbl C rny6oKoi gpeBHOCTU. O6 3TOM CBUAETESb-
CTBYIOT CAeflaHHble MHOTO ThiCAYeNneTnin Ha3aj Ha-
CKaNbHble  PUCYHKM  CpOCLUMXCS  6/1M3HeL 0B
(ABcTpanus), n3obpaxeHne 601bHOIO C aXOHAPO-
nnasueii (Ervnet), BpOXAeHHas KOCOManocTb Yy
ermneTckux (papaoHoB v Apyrvie NpuMepsbl.

OfHoli 13 nepBbIX NYBANKALNIA, MOCBALLEHHbIX
onucaHnio BIP, aBnsetca KHura, m3gaHHas B



1616 r. B I. [Nagye. IHTEHCBHOE pa3BUTKE TEPATONIOTUN NPOUCXOAUIIO B
XIX B., B NepByt0 o4epesb 3T0 0THOCUTCA K paboTam . Mekkens, KoTo-
pbili onucan MopgonorMio 1 co3aan NepByr aHATOMUYECKYH Knaccugu-
Kauuto BIMP. B ganbHeliwem 6biim ony6/1MKkoBaHbl paboTbl 0TLA U CbiHA
3K, n N.3. CeHT-Unep, KoTOpble MPUMEHUNN 3KCMEPUMEHTANbHbI
MeTog Ans n3yveHus npuunH BIP (Bo3geiicTBUE MexaHUYeCKuX (hakTo-
POB Ha KypuHble Aiua).

B Poccun Havano Tepatonornv 6110 nonoxeHo Ykasom lMetpa | ot
13 theBpanst 1718 1. 0 co3gaHMM «kabuHeTa peakocTei» B CaHkT-le-
Tepbypre (KyHCcTkamepa), rae ¢ My3eiHbIMM 3KCMOHaTaMmn paboTtanu am-
6puonorn K.®. Bonbth n K.M. Bap (puc. 2.11, cm. uB. BKeiiky). MepBoii
PYCCKoiA paboToii no Tepatonoruu 66110 «O603peHMe pa3HOO6PasHbIX Ye-
noseyecknx ypoacts» (M.A. 3aropckuii, 1811 r.). OfHaKO UHTEHCUBHOE
pa3BuTMe OTeYeCTBEHHAsA Tepartosnorus npuobpesna B Hayane XX B. nocrne
BTOPUYHOIO OTKPbITUA B 1900 r. 3aKOHOB Hac/neAcTBEHHOCTW. U, Hako-
HeLl, COBPEMEHHbI 3Tan pa3BMTMA TepaToNornM, HavyaBLUWiica B cepeau-
He 1980-X IT., CBSi3aH C PacLUM(POBKOA MPUYMH N MEXAHWU3MOB BPOXAEH-
HbIX 60/1€3Heli KaK 0fHO 13 POPM HacNeCTBEHHOW NaToNornn YenoBeKa.
B Hawein cTpaHe BegeTcs permctp BIP, 0606warowmii gaHHble Mo permo-
Ham.

BpoxxgeHHas naTtofiorns 4pesBblbaliHO pa3HO0bpasHa, KOMyecTBO
MOPOKOB 1 aHOMANIMI UCUNCNAETCSH COTHAMM, MPU 3TOM OHW BbIABASAIOT-
CA BO BCeX CMCTemax opraHusmMa. ExxerofHo Ha 3emsie poXgaetcs OK0/0
3 M/H geTeid; ot 100 Thic f0 200 TbiC — HOCUTENN BPOXAEHHbIX YPOLCTB.
Nvwb manaa vacTb Ux (okono 10 ThiC) Bbi3BaHa MyTauUsMU B MOMNOBbIX
KneTkax poguteneid. Mogaenstoliee 60/bLIMHCTBO BPOXAEHHbIX aHOMa-
NVIA pasBUTUSA CBA3AHO C NOCNEACTBMUAMY BPEAHOTO BO3LEACTBUA PasHbIX
(hakToOpoB Ha 6epeMeHHOCTb. B CTpyKkType 06LLeil CMepTHOCTY feTeli Ha
ponto BIMP npuxogutea go 15-20%, a nepuHaTaibHOW CMEPTHOCTM —OT
4-7,7 po 26-29%. Pa3nnumsa B nokasaTenax 4acToTbl BPOXAEHHbLIX NO-
POKOB MMEIT pervoHasnbHble 0CO6EHHOCTU, 3aBUCAT OT MOAHOTHI yyeTa,
YETKOCTU MOHATUSA, YNCNIEHHOT0, HAaLMOHA/IbHOr0 Y BO3PAcTHOIo COCTaBa
nonynauumn, UCTOPUYECKUX, ITHUYECKUX U AeMorpafmyecknx (hakTopos,
reorpauyeckmx 1 aKOMOMMUYeCKMX YC0BUIA, a TakKe OT NPOAO/MKUTENb-
HOCTW HabNIOAEHNSA 38 KOHKPETHLIM PErMoHOM.

BpoxxgeHHbIe MOPOKM PasBUTUA MOXHO pas3fieniuTb Ha e 6o/blume
rpynnbli:

—HacneAcTBeHHO 00YCNOBNEHHbIe (3a/10)KEHHbIE B FeHax 1 XpPOMO-
comax, nepejaroLmecs no HacneAcTsy);
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YacTb 2. HacneactBeHHble 60/1e3HM YenoBeka

—BO3HUKLUNE B XOfie BHYTPUYTPOGHOTO PasBmTuS.

Takoe fefieHue AOBOJIbHO YCNOBHO, TaK KakK 60/IbLUMHCTBO AedeKToB
pasBUTKA BbI3bIBAKOTCS COYETAHMEM HACNEACTBEHHOWN MpeApacnooXeH-
HOCTW 1 He6NaronpUATHOrO BHELLHEro BO3AENCTBUA, NPEACTaBAAA My/lb-
TU(haKTopmabHble aHOMaINN.

Mpobnema BPOXAEHHBLIX MOPOKOB Pa3BUTMA M0f4a OYEHb MHOF006-
pa3Ha, M3y4YeHWeM 3TOr0 BOMpPOCa 3aHWMAOTCA pas3finyHble cneuunanu-
CTbl: FTEHETUKM, HEOHATO/OIK, 3MOPMOSIOTK, CNeLnannCcTbl No 4OPOAOBON
(MpeHaTanbHON) AmnarHocTuke. PasobpaTbca B MpUuYMHax Bcerfja ObiBaeT
HenpocTo.

Mopoku pasnuyaroTcs No NocnefoBaTeNbHOCTM BOSHUKHOBEHNUSA B Op-
raHnsme (nepBMYHble W BTOPUYHbIE AE(EKTbI), BPEMEHW BO3AENCTBUS
BbI3BaBLLEr0 MX TepaTOreHHOro (pakropa, foKanusaLum n gpyrum napa-
MeTpaMm, YTO CEPbE3HO 3aTPYAHSET UX AUArHOCTUKY.

AHOMaTNN

AreHe3nss —noMHOE BPOXAEHHOE OTCYTCTBUE OpraHa.

Annasua —BpOXeHHOe OTCYTCTBME OpraHa C COXpaHeHVeM ero cocy-
[INCTO HOXKM.

ATpesns 1 CTEHO3 — COOTBETCTBEHHO MOSIHOE OTCYTCTBME W CY>KEHUe
€CTECTBEHHOr0 KaHana (0TBepCTuUS).

Bpo>kgeHHas runepTpodms (runepnnasns) —ysennyeHne OTHOCUTESb-
HO macchl (pasMepoB) opraHa.

Bpo>kgeHHas runonnasus — HefopasBUTME OpraHa, MposBAsoLLeecs
LeuLMTOM ero OTHOCMTENbHON MacCbl WM pasMepoB, CYLLECTBEHHO
NPeBbILLAOLWNX OTKMAOHEHWE OT CpefHMX MoKa3aTenei. BbigeneHsl npo-
ctas (6e3 HapyLleHus CTPYKTYpbl) M AUCiAacTMYeckas (C HapyLueHuem
CTPYKTYpbI) (POPMbI rMNoniasuu.

Bpo>kaeHHas runoTpodms —yMeHbLUEeHWEe MacChl Tena naoja uam Ho-
BOPOXAEHHOMO; MHOFAA MOXET MCMOMb30BaTbCA KAK CUHOHUM MOHATUSA
«BPOXAEHHAA rMnomnasmsy».

leTeponnasus — HapyLlueHne AU EHepeHLMPOBKNA OTAENbHbIX TUMOB
TKaHei.

leTepoTOnMMA — HanMuvMe KNeToK, TKaHel WAM Y4YaCcTKOB OpraHa B
[pYyrom opraHe Unu B TeX 30HaX OpraHa, rae B HOPMe UX He JOSIKHO OblITb;
Hanpumep, XpsiLieBas TKaHb B IErKOM BHE CTEHKU BPOHXa.

Jedopmanns —aHoManbHas opmMa, pasmep, NONOXEHMe YacTu Tena
B pe3y/nbTaTe BO3AENCTBUSA BHELUHNX MEXAHUYECKMNX NN BHYTPEHHUX CU/I
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Ha nnog. Jetopmaumm MOryT BO3HUKATb U MOCAE POXAEHUA, Hanpumep,
acMMMETpUA yepenay feTei, 40/roe BPeMs fexallinx B 04HON nose.

Amnspynuus — mopdonoruyecknii feekT ogHOro opraHa (60/bLIOro
yuyacTka Tena), BO3HUKLUMIA B pe3ynbTaTe BO3AENCTBMS BHELLUHUX (haKTo-
POB Ha M3Ha4asbHO HOPMasibHbIA Npouecc pa3BuTMA. Ha npakTuke 6bi-
BAeT KpaiiHe TPyAHO OMpesenuTb, ABNSAETCS /X BbISB/IEHHbIA NOPOK crea-
CTBMEM FeHEeTUYECKON NaTonorny Win ato AU3pynums.

Juspadms, unu apadms, — HesapalleHve aMOPUOHANIbHON LWenu; Ha-
npuMep, paclienmHa rybol unu Héba.

Jucnnasma — HeHopManbHas opraHv3aumns KeTOK B CTPYKType Tka-
Hen NM60 aHOMannA TKaHeBOW CTPYKTYpbI.

[JMCXpOHUA — HapyLLleHne TeMNOB pPa3BuTUsA (YCKOPEHHOe Un 3ames-
NEeHHOE); NOHATWE OTHOCUTCA K KMeTKaM, TKaHAM, OpraHam uiu BCemy
opraHusmy.

VHBepcna —obpaTHOe Un 3epKaibHOe PacnosoXeHne OpraHoB.

Makpocomus (ruraHTM3M) —yBenmyeHne pasmepoB Tefna.

MepcucTypoBaHe —coxpaHeHne 3MOPUOHaNbHbLIX CTPYKTYP, B HOPMe
ncyesaroLmMx K onpeaeneHHOMY nepuoay.

3KTONUA —CMeLLeHne opraHa B HETUMUYHOE A/ HEro MecTo; Hanpu-
Mep, NOYKa B Ma/IOM Tasy.

HepaszeneHHble (cpocLumecs) opraHbl 1 6/1M3HeLbl MOTYT Ha3bIiBaTb-
cA, Hanpumep, KpaHuonary (Ccpoclumecs 4epenamu) UAM TOpPOKonaru
(cpocumecs rpyaHbIMy KneTkamum).

MpuctaBka 0nmro- 0603HavaeT OTCYTCTBUE OTAE/bHbIX YacTel. Hanpu-
Mep, ONIUFOAaKTUANS — OTCYTCTBME OAHOMO WM HECKONbKUX MasbLes;
ONUTOrNpus —OTCYTCTBUE OTAE/bHbIX U3BUIMH FO/I0BHOIO MO3ra.

MpucTaBKy naxu- NPUMEHAOT AN 0603HAYEHUS pPa3MepoB OPraHa;
HanpvmMep, Naxurupus — yToNLEHHble W3BWU/MHbI FO/IOBHOMO MO3ra, na-
XWaKpUa —YTO/LLEHHble (anaHry NabLes.

MpuctaBka nou- NpumeHseTca 418 0603HAYEHNUA AONONHUTENbHbIX
OpraHoB; Hanpumep, NONUAAKTUANA —AONONHUTENbHbIE NasbLbl, NOMN-
rMpus —LoMoNHUTE/IbHbIE U3BUIUHBI MO3ra.

MpUCTaBKU CUH- U CUM- MPUMEHSAIOT ANs 0003HaYeHUs CAUSHUA KO-
HEYHOCTEN MMM WX YacTeld; Hanpumep, CUHAAKTUANA WU CUMMOANS —
cnuaHue (HepasfeneHune) nasbLeB PyK U HOT.

MopokK pasnmyaroTcsa No NocnefoBaTeNbHOCTU BOSHUKHOBEHNSA B Op-
raHusme (nepBuYHbIE W BTOPUYHbIE AE(EKTbI), BPEMEHW BO3LENCTBUS
BbI3BaBLLUEr0 MX TePaTOreHHOro gakTopa, NoKanusauuv u gpyrum napa-
MeTpaM, YTO CepPbe3HO 3aTPYAHSET LMarHOCTUKY.
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YacTb 2. HacneacTtBeHHble 60/1e3HN YesioBeka

Ha nepBoM MecTe Mo Y4acToTe BCTPEYAEMOCTY HAXOAATCA U30/IMPOBAH-
Hble MOPOKM pa3BMTUA (MOPOKK HeBpasbHON Tpy6kn —8,4-22,3% , no-
poku cepgua — 10,9-21,0%, NOpoKn KoHeyHocTein — 7,4—24,5%, nopo-
KN reHutanuin —2,4-7,5%).

Mopokn pa3BuUTKSA, OAHOBPEMEHHO BbISB/IAEMbIE B ABYX U 60/ee cu-
CTeMax OpraHv3ma, Ha3blBatOTCA MHOXECTBEHHbIMU Mopokamu. Mx va-
cToTa cocTasnser 7,9-18,2%.

[na 06bACHEHNS (BbIPAXKEHMNA) 3TUONOTUYECKUX U MATOreHETUYECKNX
CBA3ei MeXay pasHbIMU TUMaMu aHOMannii pasBuTUA BblNn NPeSIOXKEeHbI
Crefytolmne NOHATUA: CNeacTBre, CUHAPOM M accoumalms.

CneacTame — TUN MHOXECTBEHHbIX aHOManuiA, BOSHUKLLMNX B Pe3y/b-
TaTe OAHOW W3BECTHOW WM MpeanonaraemMoil aHomanum nnbo B pesy’ib-
TaTe [eCTBMSA MEXaHMYEeCKOro (hakTopa.

CuvHapom 0603Ha4aeT yCTONYMBOE COYeTaHue ABYX Unu 6onee NopoKoB
pa3BUTUSA, BbIABIAEMbIX B Pa3HbIX CUCTEMaxX opraHusma. B cBa3u ¢ aTum
MOHATWEM CnefyeT BCMIOMHUTL APYroe CXO4HOE N0 Ha3BaHWIo MoHATNE —
KAMHWYECKNIA CUHAPOM, KOTOPbIA XapakTepn3yeT Hanbosnee BblpaXKeHHbIE
CUMMTOMbI OTAENbHOro 3abonesaHns (MAM UX rpynnbl), a Takxke oTheflb-
Hble nepunofbl 601e3HU, T.e. CYLECTBEHHO OT/IMYAETCA OT TepaTonoruye-
CKOro cMHApoMa. B oCHOBe TepaTonornyeckoro CMHAPOMa BCerga NexuT
04Ha NpUYMHa, KOTOpas MOXeT OblTb FEeHHON MyTauueld, XpOMOCOMHOIA
abeppaumeii un TepaToreHoM.

Ccbl/ika Ha 0fHY NPUYUHY UCMOMbL3YETCA TOMBKO TOrAA, KOrha TOYHO U3-
BECTHO (MW MpejnosiaraeTcs), YTo ABa v 60/iee NOPOKOB Pa3BUTUSA NaTOreHe-
TUYECKM CBA3aHbl Mexay co60i. Ecnm peyb 3axoauT o fedeKTax pasBuTus,
He CBA3aHHbIX MeXay CO60M (3TMONOrMYECKM 1 MATOreHeTNYecKu), To Npu-
MEHSIOT ApYroe NOHATUe —accoumauys. Accoumanmns 0603HaYaeT Hecyyaii-
HOE COYeTaHMe HeCKObKUX aHOManuii pasBuTys y ABYX Ui 6onee MHANBU-
[l0B, HEW3BECTHOe KaK CMefiCTBME UM CUHAPOM. [paKTUYecKoe 3HayeHue
3TOr0 MOHATWS 3aK/HOYAETCA B TOM, YTO HaM4Me OLHOW aHOMa/IMK pa3su-
TWSA, BXOAALLEA B TEPaTONOMMUYECKYH acCoLMaLmio, JO/MKHO HaCTOPOXMTb
Bpaya B M/1aHe NoMCKa Apyrnx aHoManuii pasBUTUA, TaKXKE B HEE BXOLALLMX.

[ns peructpaymm u yueta MasblX aHOMa/IMA Pa3BUTUSA NMPUHATO pas-
[leNeHne nx Ha TpW TPYNMbl: anNbTePHATUBHbIE, U3MEPUTESIbHbIE 1 OMNuUca-
Te/lbHble.

ANbTepHaTVBHbIE —aHOMaINKN, KOTOPbIE PEFUCTPUPYIOTCA KaK «eCTb»
WK «HEeT» (NanuinoMbl, HaCceuku, asoneuns, AeteKTbl cKanbna u ap.).

V3mepuTenbHble — aHoManuu, onpegenseMble abCoONOTHLIM UAN OT-
HOCUTENbHbIM KOJIMYECTBEHHbLIM 3HayeHVeM (YL/IMHEHWE, YKOPOYeHue,
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YMeHbLUEeHWe, YBe/IMYeHUe, CMELLLeHe YacTu Tefla UAn opraHa, u3MeHe-
HWe KPMBU3HbI NMOBEPXHOCTY U Ap.).

OnucaTenbHble — aHOManuu, 418 KOTOPbIX TPYAHO NPUMEHUMbI KO-
NINYECTBEHHbIE METOAbI PerucTpaLuu, HanpuMep, Xapaktep pacrnpegene-
HWUSA NUTMeHTa, JopMa HOrTeld, LBeT BOOC, PaLy XKW 1 T.1.

[na 60MbWNHCTBA aHOMaINIA XapaKTepHa CTabuIbHOCTbL NPOSIBAEHNSA
C nepuofa HOBOPOXAEeHHOe™ 1 He ucuesarowlas ¢ Bo3pactoM. [pyrue
aHOMasiMmn, HanpoTMB, M3MEHAKTCA (BMJIOTb A0 MCUE3HOBEHUS) MO Mepe
pocTa u pa3BuTus pebeHKa (KanunnspHble reMaHrMoMbl, BbICOKOE HEGO,
cefnoBuaHasa hopma Hoca).

PaccmMOTpuM, Kakue HapyLlieHWs MOFyT BO3HMKaTb Y pebeHka, ecim
bygywas maTb nogpepranacb AeiiCTBMIO TepaTOreHoB. TaK HasblBaloTCs
(hakTopbl, KOTOpble AECTBYHOT BO BPEMSI OEPEMEHHOCTM U MPUBOAAT K
BO3HUKHOBEHUIO BPOXAEHHbIX MOPOKOB pasBUTWA y AeTeidl. TepaToreH-
Hble (haKTOpPbl MOTYT M3MEHATbL CMNOCOBHOCTb KNETOK K AeNeHunto, andge-
pPeHUMpPOBKe. B pe3ynbraTe OTAeNbHbIE OPraHbl Pa3BMBAKOTCA HEMpaBUIb-
Ho. Tak e, KaK W MyTareHbl, TepaToOreHbl MOTyT OblTb BUPYCHOIA,
XUMWUYECKOI 1 pagnmaLuoHHON Npupogpl.

Ha npakTuke JOCTaTOYHO CNOXHO PewwnTb, ABASETCA MM Habnaae-
Mbllii fedeKT pe3y/bTaTOM BHELUHErO TEepPaTOreHHOro BO3AelCTBUSA NN60
OH 00YCNOB/IEH HacnefCTBEHHbIMK (hakTopamu, MyTauusamu. Hanpumep,
06/lyyeHne, BBeAEHWe KOPTU30HA, HEXBATKa KMCNOpoAa MOryT Bbl3BaTb
MOSIB/IEHNE CXOAHbIX Ae)eKTOB —3asa4beid rybbl UM BOMYLENA NacTu, ecnu
BO34e/CTBOBATL 3TVMM (haKTOpaMM Ha OMpPefeNieHHbIX CTaguaX pasBuTus.

TepaToOreHHbIi (hakTOp MPUBOAUT K BO3HUKHOBEHMIO MOPOKa B TOM
C/lyyae, eCiM OH BO3AECTBYeT A0 OKOHYaHMS (hOPMUPOBAHWS OpraHa;
€C/IN OpraH y>ke chopMMpOBaH, MOBPeXaroLee AeliCTBNE HE MPUBOAUT U
ero feekty. B cBA3M C 3TUM B TepaToreHese BbIAENAOT KPUTUYECKME MNe-
pvogabl Hanbonee MHTEHCMBHOMO (POPMMPOBAHUS OPraHoOB 1 CUCTEM Opra-
HU3Ma.

MepBblil KPUTMUECKNMIA NEPMOS NPUXOANTCS Ha KOHEL, NepBOii—Hayvano
BTOPOI Hefenu 6epeMeHHOCTM. B aToT nepuog 6onblias YacTb MNOBPEX-
[EHHbIX 3apofbllleid 3MUMUHUPYETCA MyTEM CMOHTAHHbIX abopToB —
[eliCTBYeT MPUHLMN «BCE WA HUYero». YactoTa rmbeneii 3apogbilieii B
nepsble 15 aHel 6epemeHHOCTH gocTuraeT 35—50% OT BCex 0naofoTBO-
PEHHbIX ALEeKNeTOK. BO3HMKalOLME B 3TOT NEPUOS aHOMANMN Pa3BUTMS
Ha3blBalOT 6nacTonaTuAMU; K HAM, B YaCTHOCTW, OTHOCAT HepasfesvBs-
LUMXCS CUaMCKMX 61M3HEL0B.
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YacTb 2. HacneactBeHHble 60ne3HN yenoBeka

BTopoii KpuTnyecknii Nepnog BKIOYaeT BPeMs € 3-i Mo 8-t0 Hegento
6epeMeHHOCTU. HapylieHus pa3BuTusa 3MOPMOHA Ha3bIBAKOT ambpuona-
Tvamu. OHW NpeacTaBnAT HapyLUeHNs (POPMUPOBaHMA OpraHoB, KOTO-
pble 3aKaHYMBatOTCA MG0 rMbesbio 3MOPUOHOB, M60 NoABEHNEM 60/b-
LUMX U MasibIX aHOMaNWi pasBUTNA Y HOBOPOXKAEHHOTO.

MoBpexaeHna nnoja, Bo3HMKaloLWme B 60siee NO3AHME CPOKU Bepe-
MEHHOCTU, Ha3blBalOT heTONaTUAMU. B 3TO BpeMS MOPOKN BO3HUKAKOT
B TOM C/lyyae, ec/ii OpraH He 3aKOHYM/ CBOEro passuTua. K Takum op-
raHam OTHOCAT MO3r, JIerkue, 3y6bl, NONOBbIe opraHbl. BmecTe ¢ Tem
MOTYT pPa3BUTbLCA W BTOPUYHbIE MOPOKMW YXKe CHOPMUPOBABLUNXCA Op-
raHos.

HacnefcTBeHHO 00YCNOB/IEHHbIE BPOXAEHHbIE MOPOKW PasBUTUA, B
OCHOBE KOTOPbIX NeXaT MyTauun B MOMOBbIX KIeTKax poauTeneid, Hasbl-
BalOT raMeTonaTusaMu. K HUM 0THOCAT, Harnpumep, TPUCOMUK, BCE BHOBb
BO3HUKLUNE MyTaLuW.

Hanbonee pacnpocTpaHeHHy0 OnacHOCTb AN 340pOBbA MOTOMCTBA
MpeLCcTaBNAOT BUPYCHbIE UH(EKUUN. Ha nepBoM MecTe no 3Ha4MMoCTy
Cpefyn HUX, HECOMHEHHO, CTOUT KpacHyxa. OCHOBHbIMW MOPOKaMun pas-
BUTMA, KOTOPble HabMIO4AOT NPY BPOXAEHHOW KpacHyxe, ABNSIOTCA Ka-
TapakTta, rn1yxoTa, BPOXAEHHble MOPOK cepfua. TsKecTb MOCNeACTBUIA
4NA nnofja 3aBMCWT OT TOro, B Kakol nepuof GepemeHHOCTU 6yayuias
mMaTb 3abonena kpacHyxoi. VIH(ekums Ha 1-m mecsue 6epeMeHHOCTM
NPMBOAMT K pucKy 60% pa3BMTUS aHOMasIMiA, Ha 2-M MecsiLle PUCK CHU-
XaeTca fo 25%, Ha TpeTbeM — 0 8%. IMpu NHpMLMPOBAHUN BO BTOPOM
TpUMecTpe 6epeMeHHOCTU PUCK eLle 6osee CHUXaeTcs, a B 6osiee no3g-
HVEe CPOKM BEPOATHOCTb Pa3BUTUA MATONOMMM CTAHOBUTCA He3HaYUTe b-
HoW. Ewe B Hayane 1940-X IT. Oblna BbiSBEHA CBSA3b MEXAY POXAEHUEM
[eTei C BPOXAEHHOM NaTo/iornei rnas u NpoLLeALLei B TO BpeMs anunge-
Mueld KpacHyxu B ABCTpanum.

[pyrvie BupycHble MH(EKLUN MOTYT NPUBOANTL K MUKpOLEanuu, na-
TONOTMMW NEYEHN (BUPYC renaruTa), aHoMannam MMLEBOIO Yepena u gpyrmx
KocTeli. BO3MOXHO, YTO BUPYC repreca «BUHOBEH» B MPONCXOXAEHNN MU-
Kpouedanuu, a B OTHOLLEHWUY BMpYCa FPUMMa BbICKa3biBaETCA NO403PeHMne
0 POJIN B NEPUOAMNYECKMX MUKAX BPOXKAEHHbIX @RHOMANUIA.

C 0c060/1 OCTOPOXKHOCTbIO CnefyeT OTHOCUTLCS K MPUEMY NleKapcTB
BO Bpems 6epemeHHocTM. B 1958-1959 rr. HabnwofanuM «BCMbILKY»
POXAEHNSA [eTeil C THKENeW M NOPOKOM Pa3BUTUS KOHEUYHOCTel —
(hoKOMenuel 1 gpyrumm aHOManusaMu, YTo ABMIOCH Pe3ynbTaToM LUUPO-
KOro NpMMeHeHus 6epeMeHHbIMU XEeHLMHaMK TanugomuaaA obnagato-
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LLero yCNOKOUTENbHbIM W NPOTUBOPBOTHbIM AelicTBMeM (puc. 2.12, cm.
UB. BKNENKY).

[JokasaHo, 4To y MOTOMCTBa Matepeid, ynoTpe6nsioLwmnx Bo spems be-
PEMEHHOCTN afIKorosib, pasBMBalOTCA aHOManuu nuua, OeTV OTCTalT B
YMCTBEHHOM ¥ (PU3NYECKOM Pa3BUTUM, CTPaSAlOT BPOXKAEHHbLIM MOPOKOM
cepaua.

TepaToreHHbIli 3P (eKT BbIABAAIOT MY NOTOMCTBA MaTepeil, CTpajaro-
WMX HacNeACTBEHHbIMY 3a00/1eBAHNAMM, AaXe ec/in fedeKTHbIE reHbl He
nepesaroTca NMOTOMCTBY.

Ele ogHa BO3MOXHAsA NpUYMHA aHOMaNWi pa3BUTUA — «Nepe3pesa-
HMe» NOMOBbIX KNETOK. 3TO M3MEHEHUSA, HAKaNMBAKOLLMeca B rameTax oT
MOMEHTa UX CO3peBaHMs f0 06pa3oBaHMsA 3uroTbl. [peanonaraloT, YTo
OCHOBHOI pe3ynbTaT Mepe3peBaHns — HepPacxXoXeHne XpomocoMm. W3-
BeCTHa CBA3b MEX[y BO3pacTOM poamTeneil, 0CO6EHHO mMaTepu, 1 poxae-
HWem geTeit ¢ natonorueid. Mocne 35 neT BEPOSTHOCTb POXKAEHUS pebeH-
Ka ¢ cuHgpomamu fayHa, Matay n SaBapAca Bo3pacTaer.

BykBa/ibHO BCe BpefHble (haKTopbl (a/IKOro/b, KypeHue, HapKOTUKK, He-
[OCTaTOK WM U30bITOK BUTAMWHOB, CTPECChI) 3aTparvBatOT HEepPBHYIO CU-
CTeMy [ieTeld, BbI3blBasi CHYXKeHMe CNOCOBHOCTH K 06yUeHUIO, YA3BUMOCTb K
CTPeccy, CK/IOHHOCTb K fenpeccusm (puc. 2.13, cM. LB. BKIEWKY).
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YacTb 2. HacnenctBeHHble 60ne3HN YenoBeka

OTEWN

KOHTPOJIbHBLIE BOIMPOCHI

[JaiiTe onpeseneHre NOHATUIO «TEPATOTEHES».

Kakue (hakTopbl SIBASOTCSA TEPATOreHHbIMU?

Kakue nopoKn pasBuTrs OTHOCAT K MHOXECTBEHHbIM NMOPOKaM?
Korga TepaToreHHbIin pakTop NPMBOANT K BO3HUKHOBEHUIO MOPOKa?
Kak HasbIBaeTCs HapyLUeHWe pa3BUTUS IMGPHOHa?

MosicHUTe NOHATWS PeTonaTm, rameTonaTum.



TEMA 7

HACNEACTBEHHbIE
3ABOJIEBAHNA OTAENbHbIX
OPT'AHOB /I CUCTEM

N [MArHOCTUKW HACcneAcTBEeHHbIX 3abone-
BaHW MCNOMb3YIOT KIMHWKO-NabopaTopHbie
M MHCTPYMeHTa/lbHble MeTOAbl, B TOM 4uUC/e Yib-
TPa3BYKOBOEe UCC/ef0BaHNe BHYTPEHHUX OPraHos,
PeHTreHorpauio, MarHUTHO-PE30OHAHCHYHD TO-
morpaguio n T.4. Kpome TOro, MpUMEHAT U
CMeLmanm3npoBaHHble FeHeTUYEeCKMe MeTOpI: Ln-
TOreHeTUYeCKUiA, BUOXUMNYECKINIA, MONEKYNAPHO-
reHeTUYeCKNn, UMMYHOTeHeTu4eckuii. Tem He
MeHee AMarHo3 MHOTMX HacneACTBEHHbIX CUHAPO-
MOB YCTaHaB/MBaKOT MPEUMYLLECTBEHHO C MOMO-
b0 KAMHUYECKMX NOAXOA0B. BHewHwii Bug na-
LUMEHTOB HAaCTOMbKO XapakTepeH, 4TO fenaet
60/bHbIX M3 pasHbIX CeMeld, C pasHbIX KOHTWHEH-
TOB 60/1€€ CXOXMMU APYT C APYrOM, YeM ¢ 6n3Ku-
MW POACTBEHHMKaMu. Bpayy focTaToyHO yBMAETb
OAHOr0 Takoro 60/1bHOr0, YTO6bI ANarHOCTUPOBATb
B Ja/ibHelilleM 3T0 COCTOAHUe 6e3 3aTpyaHEHUIA.
JocTaToyHo 4acTo WCMOMb3YKT MpesMeTHO-
06pa3Hble 0603HAYEHUSA K/IMHUYECKUX CUMNTO-
MOB, Hampumep MoYa LBeTa «MSACHbIX MOMOEB»,
nanblpbl B BUAe «b6apabaHHbIX Nanouek», «kanefb-
HOe cepaue», «Kapnuii poT» (ocobas M30rHyTas
thopma BepxHell U HWKHel ry6bl), nnay pebeHka,
HanOMWHAKLWKIA «KOLAauniA KpuK» (Npu genewuun
KOPOTKOrO M/eya XpoOMOCOMbI 5; 0CO6eHHOCTb Fo-
noca obycnosneHa He3penocTbio Xpsleid ropTa-
HW), «rnasa naHu» (KpynHble MWHOANEBUAHbIE
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YacTb 2. HacneacTBeHHble 60N1e3HN YenoBeka

rnasa npu 4acTUYHOM MOHOCOMMWM MO AIMHHOMY MNJievy XPOMOCOMbI 22),
«NTULEronoBas KapinMkKoBoCTb» (cMHAPOM Cekkens) u T.A.

[ns 60nblIMHCTBA HACNEACTBEHHbIX 3a00/eBaHNil OCTATOUYHO YETKO
oyepyeHbl OCOOEHHOCTW MaHW(ecTauum, TeYeHWUs, BHELLUHUX MposBe-
HWI1 HacneACTBEHHbIX 3a6oneBaHnil. CUHAPOMONOrMYECKUIA aHaNn3 nNoa-
pasyMeBaeT aHaNn3 BHELLUHEro Buaa 60bHbIX C Lenbio BbIABNEHWS YCTO-
YMBOr0 COYETAHMS NPU3HAKOB, XapakTepHbIX A1  OMpeAeneHHbIX
BPOX[AEHHbIX 1 HacneACTBEHHbIX 3a60/1eBaHMA.

CyluecTByeT CEMUOTMKA HAC/eACTBEHHbIX OonesHell. CemmoTnka —
06L1as Hayka O 3HaKax, a B MeMLUHe —Yy4yeHne 0 CMMMITOMax 60/e3HN.
MpaBnbHOE BblAENEHNE 1 PErucTpaLms aTUX 3HaKoB, MOPGHONOrNYeCKNX
1 PYHKLUMOHANbHbIX U3MEHEHWI OPraHoB W YacTeid Tena, JUHAMUKW Kn-
HWYECKNX M3MEHEHWIT ABNSETCA HEOOXOAMMBIM YCNOBUEM AN YCMELHO-
ro pacrnosHaBaHms 3abonesaHns. B MeaULMHCKO CEMMOTUKE CUMMTOMbI
OLeHMBAIOTCA He caMu Mo cebe, a NMLIb Kak NnokasaTenun onpegeneHHbIX
NaTonorMYecKnx npoueccos. J1t060i 3HaK, Byab 3TO CUCTOIMUECKNIA LLYM
B obnacTu cepfua, monepeyHas NafoOHHAA CKNagKa, 3MNUKaHT, MOXeT
6bITb NPU3HaKOM 60Me3HU (T.e. LUArHOCTUYECKUM CUMMNTOMOM), HO MO-
XKET W HEe MMEeTb TaKOro 3HaueHus, Habnaasch y COBEPLUEHHO 340P0OBOro
yenoBeka: PYHKLUMOHANbHbIV CUCTONNYECKUIA LIYM, 3MWKaHT Y MHAUBU-
[I0B Ka3axXCKOM HaLMOHAaNbHOCTU, HapyLUeHve AepMaTorinuKn Kak ge-
(hopmaums BCeACTBME MaNOBOAWSA BO BHYTPUYTPOOGHOM nepuoge.

Mbl He cTaBuMM nepef cob60ii 3agavy NOMHOrO ONMCAHUA HAaCNeACTBEH-
HbIX 3a60neBaHnii, 3aTparnBaloLLMX pasHble OpraHbl ¥ CUCTEMbI YenoBe-
4eCcKOro opraHuama, —[ans 3TuX Lenei CyLLecTByOT MeAULNHCKME Ccripa-
BOYHMKU. K TOMY >Xe YMC/I0 MX HACTONbKO BEIMKO, YTO faxe NpPOCToe
nepeyncneHne B paMKax 3Tol KHUMM HEBO3MOXHO. OCTaHOBMMCS Ha He-
KOTOPbIX 4aCTO BCTPEYaeMbIX CUMMTOMAX U 3a60/1eBaHUAX.

Mbl y>ke 0TMeyanu, 4to MHorve fedekTbl OpraHoB U CUCTEM ABMAKOT-
cA cumnTomMamu obuiero 3abonesaHus. Mpyu 04HON U TOW e reHeTude-
CKOI MaTonornv, Kak npasu/aio, NopaxakTca 04HOBPEMEHHO MHOrMe op-
raHol M CUCTeMbl opraHusma (Hanpumep, npu cuHgpome MapgaHa
MOpaXkaroTCca OMOPHO-ABUraTeNbHbINA annapar, cepaeyHo-cocyaucTas cu-
CTeMa, opraHbl 3peHuns; npu cuHapome [layHa — cepAeyHo-cocyucTas,
HepBHas, AblXaTeslbHas, WMMYHHasA CUCTEMbl, XXenyAOYHO-KMLLIEUHbIN
TpakT, OMOPHO-ABWraTeNbHbIl annapat.) Kpome Toro, crnegyet UMeTb B
BMAY, YTO MHOTMe MOPOKM Pas3BUTUS, O KOTOPbIX MOWAET peyb B 3TOM pas-
Jene, MOryT ObITb BbI3BaHbl He TO/ILKO FEHETUYECKMMUN fedieKTamn, HO U
WHBIMU NPUYUHAMMU.

132



YEPEIMHO-/IMLIEBBIE AHOMAJIN

[Jaxke He3HauuTeNbHble fedeKTbl MLA MOTYT 6bITb MCTOYHUKOM TAX-
KNX NepexvBaHunii nogei.

Y>ke yNnOMUHaBLUMACA fetheKT pacLLiennHa BepxHei rybbl u Héba mo-
XeT ObITb KaK C/iefICTBUEM FeHeTUYECKUX MPUYMH, TaK U pesy/bTaToM Te-
paToreHHbIX BO3AeicTBMA. Cpefn HacneACTBEHHbIX CUHAPOMOB, COMpPO-
BOXJAIOLLMXCA 3TUM MPU3HAKOM, BCTPEYatoT ayTOCOMHO-40MUHAHTHbIE,
ayTOCOMHO-peLeccuBHble, X-CLEMNEHHbIE, XPOMOCOMHbIE. Haye roso-
ps, NpefcTaBneHbl NPaKTUYECKN BCe TUMbI HacNef0BaHuNS.

Cpegu 3ab6oneBaHuii 3y6oB (puc. 2.14, cMm. LB. BK/elKY) MOXHO Bblfe-
NNTb CBA3b C Pa3HbIMW TUMaMW HacnefoBaHna. MMNoLOHTUIO (OTCYTCTBUE
O[LHOTO MW HECKOMbKUX 3y60B) BCTpeyaloTy 5-10% HaceneHus, oHa Mo-
XeT HacnefoBaTbCA M0 ayTOCOMHO-AOMUHAHTHOMY TuMy. B 10 e Bpems
nonHasg afoHTUA (OTCYTCTBME 3y60B) MOXeT HacnefosaTbCAd MO
X-cuenieHHoMy peLieccBHOMY TuMy. [ledekTbl aMany MOryT BCTpeyaTb-
CA NpY MHOTMX HAC/MeACTBEHHbIX 3a60/1eBaHMAX — runodgocharemmye-
CKOM paxuTe, Ty6epO3HOM CKJIepo3e, pas/IMyHbIX KOCTHbIX AWCMIa3naX.
®unbpomaTo3 AeceH MOXKET BCTPeUaTbCa Kak M301MPOBaHHbIA ayTOCOMHO-
LOMUHAHTHBIN NPU3HAK WX BXOAWUTL B COCTaB ApYruxX CUHAPOMOB.

FNyXOTA

B 60/1bLUEl YacTy CyyaeB ryxoTay AeTei 1 MONoabIX NH0Ael reHeTu-
UeCcKU AETEPMUHMPOBAHA, OAHAKO As TOYHOW MOCTAHOBKM FeHEeTUYe-
CKOro AnarHosa Heo6X0AMM aHanu3 pogoc/I0BHOW. CUTyaLUst OCNOXKHEHA
TEM, UTO [IyX1e U FNyXOHEMbIe IOAM YacTo BCTYNatoT B 6paK Apyr ¢ Apy-
rom. VHorga npusHakamu, ¢ KOTOPbIMU COYETAETCS TyX0Ta, SBMSATCS
Je(eKTbl CTPOEHUS HAPYXXHOTO yXa (puc. 2.15, CM. LB. BKIIEliKy).

HeBporeHHyt rnyxoty Hab/1l0AalT NPy MHOTUX CUHAPOMAX, CBs3aH-
HbIX C MOPXKEHWUSIMW Pa3HbIX OPraHOB U CUCTEM: KOXW, a3, MOYeK,
CEpALa, YMCTBEHHOI OTCTANIOCTLIO U p. XapakKTep Hac/ef0BaHUs MOXET
ObITb Pa3IMYHbIM.
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YacTb 2. HacnenctBeHHble 60/1e3HM YenoBeka

BOJIESHW T/1A3

MHOrve nopaxeHns opraHoOB 3peHUs 06YC/IOBJIEHbI TEHETUYECKMM
thakTopamu. Tak Xe, Kak W rayxue nigu, 601bHble C BPOXAEHHON UK
[eTCKOI CNenoToi YyacTo BCTynatoT B 6pak Apyr C APYrom.

OfHa 13 Hanbonee YacTbIX MPUYNH AETCKOM CNenoTbl — Hacnegyemoe
Mo ayTOCOMHO-PEL,eCCUBHOMY TUMY MEPBUYHOE MOPaXeHWe CETHATKM.

Cpeawn HacnefCTBEHHbIX 3a60/1eBaHWiA rna3 —auMcTpoms poroBuLbl,
OTC/OViKa CeTuaTKu, BPOXAeHHas KaTtapakTa, rnaykoma. KpaiiHe HeogHo-
pogHasa rpynna feeKTOB — MUKpOgTanbM BNAOTb [0 aHodTanbma.
Y 60/bHbIX MasibIX Pa3MePOB rnasHas Wesb, BEKW, rnasHuLa.

Cnyyan OfJHOCTOPOHHEr0 MopaXKeHWs 4YacTo He CBfA3aHbl C reHeTuYe-
CKUMM (hakTopamu, 1 Npu ABYCTOPOHHEM HeNb3S UCKIOUYUTL TaK1e npu-
YMHbI, KaK KpacHyxa, Tokconsiasmos (puc. 2.16, cM. UB. BKAeliKy). 3Tu
LedeKTbl YacTo COYeTalTCA C YMCTBEHHOM OTCTN0CTbIO, & MUKPO(TaIbM
MOXET ABAATLCSA CUMNTOMOM TSXKESbIX XPOMOCOMHbIX aHOMASIMIA U TeH-
HbIX CUHAPOMOB.

Mpy MHOTMX HEPBHO-MbILLIEYHbIX 3a601eBaHNAX BCTPEYAKOT Kocorna-
3ve (M30/IMPOBaAHHOE KOCOrNa3une fABNAETCA NONUTEHHbIM MPU3HAKOM).

MT03 TakXe HepefKO COYeTaeTcs C ApPYyruMu 3abonieBaHNAMU 1 06y-
CMOBMEH HeJOpPasBMTMEM WAM OTCYTCTBMEM MbIWLUbI, MOAHUMAIOLLE
BepXHee BEKO.

Taxkenoe HacnefCcTBeHHOe 3a60/1eBaHMe rna3 peTuHo61acToMa — 3/10-
KayeCTBEHHAA OMyXo/b, WCXOAALWAA U3 HEPBHbIX 3/1EMEHTOB CETYaTKM.
OHO nposBnseTcs y feTeii B BospacTe Ao 3neT. TeueHne 6ecCMNTOMHOe,
M pofmMTenu obpaLLaloTca K Bpadvy, Korga saMeyaroT CBeYeHue 3padka.

HakoHeL, MOXXHO YMOMAHYTb O TaKOM MpPU3HaKe, KaK reTepoxpomMus
pafy>XKn: pasHblli LBeT pagy>Hoi 060104km o6oux rnas. Cam no cebe
3TOT nNpu3HaK abCconoTHO 6e3BpefieH M MOXeT HacnefosaTbCA MO
ayTOCOMHO-LOMWHAHTHOMY TUMYy.

3ABONIEBAHUS HEPBHOW CUCTEMbI

MopoKK pasBMTUSt HEPBHOM CUCTEMBI MOTYT COUETAThCS C aHOMasNs-
MU APYTVX OPraHOB M CUCTEM, Yalle BCEro C MOPOKaMu pa3BUTUS INLEBO-
ro ckeneta, KOHeYHOCTe. Mpu HacneACTBEHHbIX MOPOKaX HEPBHOW CHU-
CTEMbl MOPaXEHUs MOTyT 3aTparMeBaTb FOMIOBHOW W CMWHHOW MO3T,
nepudepuyeckyro HePBHYIO CUCTEMY. YPOACTBa FO/IOBHOIO MO3ra pas/nn-
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yaroTca no opme, CTeMeHW BbIPAXEHHOCTH, npoasnasemoctu (puc. 2.17,
CM. LUB. BKfeliky). Hanbonee BblpaXeHHas aHOManusa — aHaHuedanus,
OTCYTCTBME 6OMbLUMX NOMYLLAPWIA 1 CBOAA Yepena.

[0BOMIBHO 4acTO OTMeYalT Takue MOPOKWU, Kak MuKpouehanus
(2:1000) u rugpouedanusa (0,2-4 Ha 1000 HOBOpPOXAEHHbIX). Cpean yM-
CTBEHHO OTCTanbiX AeTell Mukpouedanus Habnogaetcs B 20% cnyyaes.
MHorga oHa MOXeT 6biTb 00YCMOB/IEHA TEHETUYECKN W ABNATLCA Chef-
CTBMEM XPOMOCOMHbBIX HapyLueHuid (cuHapom [ayHa, cuHapoM Sasapca
nap.) "M6o NposABNATLCA NpY 3a60N1eBaHNAX, HAC/eLYeMbIX M0 ayTOCOMHO-
peueccuBHoMy TUny, — Ao 30% oT Bcex hopM Mukpoueganun. OfHaKo
NPUYMHON ee MOryT 6bITb U UH(PEKLMOHHbIE 3ab0NeBaHNA MaTepy, N UH-
TOKCMKauua (ankorosib, npogeccroHasnbHble BPELHOCTU), U TUMOKCUA
nnoga. 'vapouetania BO3HUKAeT B pe3y/bTare HapyLLIeHUs OTTOKa XUJ-
KOCTU 1 MOXET ObITb CNeACTBMEM BOCMAIMTENBHOMO MpoLecca, HOBOOG-
pa3oBaHua n gp. CTporo rosops, ruapoueanis He OTHOCUTCA K Hacnes-
CTBEHHbIM 3a00neBaHMAM, TEM HE MeHee O Heil cnegyeT YMNOMSHYTb,
MOCKOJIbKY Cpefy MOpPOKOB pa3BUTUS OHa BCTPEYaeTcs [0BO/bHO YacTo.
Mmapouedannsa HepefKo COYETAETCA CO CMMHHOMO3IOBbLIMU TPbDKaMU.

CNMHHOMO3roBbIE FPbDKM BCTPeYaloTcs ¢ yacToToin 1:1000. 370 04HO
13 NPOSBNEHNIA fe(heKTOB HeBpanbHOI TPy6KM, KOTOPbIE MOMYT ObITb CO-
CTaBHOI YaCTb0 XPOMOCOMHbIX WM TeHHbIX (PELeCCUBHbIX UAN LOMU-
HaHTHbIX) 3ab0neBaHuin (puc. 2.18, cM. UB. BKNENKY).

YacTblM MOPOKOM Pa3BuTUSA, 06bIYHO He MpPeACTaBNAIOLLMM Yrposbl
XU3HW, ABNAeTCA HapyleHwe (hOPMUPOBaHUA W3BUWH. YMeEHbLUEHNE
0b6beEMa M yBeNMYeHWe 4yucna MU3BUIMH 0603HAYalOT KaK MUKPOTUpUIO;
ONS NaxXurupuy XapakTepHbl 60/blUve WWPOKME U3BUIMHBI U HefocTa-
TOYHO AVdepeHLMpPOBaHHbIE KIETKU CEpOro BeLecTsa.

Cpefu 3a60neBaHuii HepBHON cMCTeMbl 3a00N1EBaHNSA C HEMPOWU3BO/Ib-
HbIMU ABVKEHUAMK, Hanpumep 60ne3Hb MapkuHcoHa. HacneacTBeHHble
aTakcum (HapyLueHUs ABWXKEHUA), KaK MpaBuio, ABASKOTCA COCTaBHOM
YacTblo APYT1X CUHLPOMOB.

HeilipothunbpomaTos u TybeposHblii CKNepo3 HacnedytoTcs no ayTo-
COMHO-LOMWUHAHTHOMY TUMY 1 COMPOBOXAAKTCA NMOPAKEHUAMU KOXMU.

[JocTatouHo pegkyto rpynny 3a6onesaHuid, HacnefyemblX, Kak npaBu-
N0, N0 ayTOCOMHO-A0MUHAHTHOMY TUMY, COCTaBNAOT CEHCOPHbIE Heipo-
natum. OfHaKo OfHaA U3 pefKuX (POPM BPOXKAEHHON HEYYBCTBUTENLHOCTH
K 60111 HacnegyeTcs Kak ayTOCOMHO-peLecCMBHOe 3ab60/eBaHue.

K gnarHosy «aeTckuid uepebpanbHbiid napanmy» (ALLM) Hago oTHo-
CUTbCA C M3BECTHON HAaCTOPOXXEHHOCTbIO, MOCKO/bKY YacTo MM MPUKPbI-
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YacTb 2. HacnenctBeHHble 60ne3HN YenoBeka

BalOT JpYrve HEeBPO/IOrMYECKME HAPYLUEHUS, BO3HWKLINE B pe3ynbTare
Hefopa3BmTuA mMo3ra. ALLM —mynbTudakTopranbHoe Henporpeccupyto-
LWee 3a60/eBaHNE, BbI3BAHHOE OpPraHWYecKUM MOpakeHWem mosra B re-
puHaTanbHbIli nepuog (HenocpeAcTBEHHO A0 POALOB, BO BpeMs POAOB
nnbo cpasy nocne HWX) U NposBAsAOLLEeCH NPEUMYLLECTBEHHO [BUra-
TeNIbHbIMW HapyLIeHNAMMN (HECMOCOBHOCTb K KOOPAMHALUN OBUXEHNS),
paccTpOCTBOM MbILLEYHOIO TOHYCA, HEPEeAKO COYETAIOLLEerocs ¢ 3afepx-
KO peyeBOro n NCUXMUYECKOro pasBmuTua (HO HabnaaeTcs U HOpMasb-
HbIl MHTeNnekT). Ctporo rosops, ALLM Henb3d OTHECTW K HacneACTBEH-
HbIM 3260/71€BaHUAM, MOCKO/IbKY NPUYMHOW €ro MOTyT BbITb 1 3K30TEHHbIE,
1 3HAOTEHHble (PaKTOpbl, KOTOPbIE B3aMMOLENCTBYIOT MEXY COOOMA.

YacTb 3a60neBaHNn HEPBHOWN CUCTEMbI CBA3aHA C HapyLUeHUAMM 06-
MeHa aMWHOKWCOT, NIMNNA0B, YrNeBOA0B, MUKPO3/1EMEHTOB; K HUM OT-
HOCAT MyKOMoimcaxapuaosbl 1 MyKOAUMUAO3bI.

HecMoTps Ha TO, YTO 3NUMENCUIO HEPELKO HABMOAAIT B CEMbAX W,
6onee TOro, y MOHO3UIOTHbIX 6G/M3HELOB BbICOKA KOHKOPAAHTHOCTL MO
3TOMY NPU3HaKy, N1LLIb HEKOTOPbIe ee (hOPMbl ABAAOTCA HaCNeACTBEH-
HbIMUW 1 MepefaroTcsa no 3akoHam MeHgens. O6cnefoBaHWs CeMeid, B KO-
TOPbIX BCTPEYaeTCs WM30(peHns, Tak U He Jann 04HO3HAYHOro OTBETa
Ha BOMPOC O XapaKTepe HacnefoBaHWA 3TOro 3abosieBaHUA. Mexay Tem
PUCK €ro pasBuThsA B TeUEHME XU3HU npubnmxkaeTcsa K 1%.

HEPBHO-MbILWEYHBLIE 3ABOJ/IEBAHUA

HacneactBeHHble 60M1€3HM HEPBHO-MbILIEYHOW CUMCTEMbI Mofpasfie-
NAOT Ha MPOrpeccupyroLLne MbllleYHble UCTPOMUM, BPOXKAEHHbIE MUO-
naTtuun, aMmoTpouu. BosbLLYO FPYNMy COCTaBAT MbILEYHbIE 4UCTPO-
(hmvn. B 3aBUCMMOCTM OT KaTeropum TUM HaCMef0BaHWUA MbILEYHbIX
ANCTPOGnIA MOXKET 6bITb pasnnyHbiM (puc. 2.19, cM. UB. BKNENKy).

PaccmMoTpuM B 06LLMX YepTax HEKOTOpbIE U3 HUX.

LucTtpoduio [roweHHa BCTpeyaroT ¢ YacToToi 2—3 Ha 10 000 HoBo-
POXAEHHbIX ManbynKoB. 3aboneBaHue NPoOsABASETCA B paHHEM BO3pacTe
(po 3 neT). MosBnseTcs cnabocTb B MblWLAX HOT M Ta3oBOro nosca. Of-
HOBPEMEHHO WM HECKONLKO NO3XE Pa3BMBAeTCA €1aboCTb MbILWLL, Nieye-
BOro nosca, pyk. CnabocTb MblLLL, CNXHbI NPUBOAUT K UCKPUBEHUIO NO-
3BOHOYHVKa, NIOPA03Y; BCNeLCTBME aTPOMUM MbILLL, XXUBOTA NOABMAETCS
«OCUHas Tanus». MNMocTeneHHo MbIlWLbl aTPOPUPYHOTCA, 3aMeLLalTea Co-
eAVHUTENbHOW TKaHbt0. B Hanboee TAXKENbIX CyYasx yxe Yepes rog no-
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efle NOsAB/IEHNSA MepBbIX CUMNTOMOB 60/bHbIE YTPAYMBaKOT CNOCO6HOCTb
X0AuTb. B MO3AHMX CTaansax NOPaXatTecsa MbllLbl Cepaua, AblXaTeNbHas
MYCKy/naTypa, MbilLbl Mua. Hepeako Habnio4atoT CHUKEHNE MHTENNEK-
Ta. B nocnefHee Bpems nosBunach Hagexzaa Ha neveHne 3Toro 3abonesa-
HWUSA MeTOAaMMn reHoTepanuu.

[uncTtpodna Bekkepa KNMHWYECKN CXOfHA C aucTpodueid [roweHHa,
0fHaKo nposBnseTca B 6osee no3gHem Bo3pacTte (20—30 f1eT) 1 oTIMYaeT-
ca [0OpPOKAa4yeCTBEHHbIM TeyeHMeM. ITO M03BOASET 6O/bHBIM WMMETb
[eTeil, NO3TOMy B POLOC/NOBHOW O0ObIYHO BbISBAAKT 6GONbLUOE YMC/O
6onbHbIX. MpegnonaratoT, YTO reH, 06yCMOBNNBAIOLLMIA MbILLEYHYIO ANC-
Tpouto Bekkepa, ABNSAETCA anfefibHbIM N0 OTHOLLEHWUIO K TeHY MUOAW-
cTpothmm [IoLeHHa, HO, MO APYTrUM AaHHbIM, OH MOXET ObITb CLEeMN/eH ¢
reHoOM LiBETOBOI CMEeNoTbl, TaKXKe /I0KaNN30BaHHbIM B X-XPOMOCOME.

LuncTpoduio MbiwL, N0SCOB KOHeYHocTel (9pba) BCTpeyatoT ¢ 4acTo-
TOl 6-7 Ha 100 000 HOBOPOXAEHHbIX. B 3aBMCMMOCTU OT BPEMEHU MpPO-
SBNIEHNA BbIAENAIOT PAHHIOW, AETCKY (3—6 IeT) 1 HOHOLECKY (hOpPMbl.
MepBbIMY CUMMATOMAaMU ABAAIOTCA €NAaboCTb MbILLL, Ta3a U HOr. Bo3HMKa-
0T TPYAHOCTU NpPU NOABEME Ha NEeCTHWLY, MOSBASETCA NOBbILIEHHAA
YyTOMASAEMOCTb. M03Ke BOBMEKAOTCS MbILLLbl TYNOBULLA U PYK, pa3BuBa-
€TCS MCKPUBMIEHNE MO3BOHOYHMKA. [OX0[Ka CTAHOBMTCA MepeBanvBaio-
wenca («yTuHas noxogka»). Ha mosgHei cTtaguu CTaHOBMTCA Manonog-
BWXHBIM NMLUO («/IULO CHUHKCA»), Ha N6y OTCYTCTBYHOT MOPLLMHbI
(«nonmpoBaHHbIli 106»). HaunHatoT pasBuBaThCca AUCTPORPUSA CepaeUHON
MbILLLbI, MbILLL, KWW EYHWKA, AblXaTeNbHas HeoCTaTOYHOCTb U3-3a aTpo-
thrn mexxpebepHbIX MblwwL,. 3aboneBaHune NPMBOAUT K MOSTHOW 06e34BU-
YXEHHOCTM 60/bHbIX.

Mneye-nonaToyHo-NMLEBAA MbleYHasa ANCTPOPUA YaCTO BCTPeyaeT-
ca B cTepToii hopme. YacToTta 3a6oneBaHmss — 1—2 Ha 100 000 HOBOPOX-
feHHbIX. lMpossnseTcs B Bo3pacTe 12-20 neT cnabocTblo n aTpoduel
MbILLL, N1e4YeBOro nosca. 3-3a cnabocTu MbilL, ULO ManoNOABUXKHOE,
ry6bl TONCTblE, MHOTAA BbIBOPOUEHHbIE, /106 6e3 MOPLLMH («NONMPOBAH-
HbI1 106»). Nas3a NOMHOCTLIO He 3aKpbIBaKOTCA (BOB/MEYEHbI rNa3ogBura-
TeNbHble MbllWLbl). Ha no3gHMX CTagusax B NPOLEecc BOB/EKAOTCA MblLL -
Ubl Hor, Tasa. [loABNseTCA WCKPUBNEHWE MO3BOHOYHUKA, «YTUHaAsA
noxogka». TeyeHune 3aboneBaHnsA LOOPOKaYeCTBEHHOE.

"Na3o-rnoToyHas AucTpodus MHOrAa pacCMaTpuBaeTCs Kak BapuaHT
nneye-n0MaToO4HO-NNLEBON AUCTPODUN.

[ucTanbHas MbllweyHas gucTpoms umeeT ase Gopmbl. PaHHAS guc-
Tpogua nNposBnseTca y geTeid 4o 2 neT. B nepeyto oyepedb nopaxaroTcs
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YacTb 2. HacneactBeHHble 60/1e3HN YesnioBeka

MbILLLBI CTOMbI, (DOPMUPYETCH «CBUCAKOLWAsA cTona». [o3gHee B npoLecc
BOBJ/IEKAKOTCA MblLLILbI KNCTW. 3a60neBaHne MeAneHHO NPOrpeccupyeT 4o
18 net, a fanee TeyeT cTaLMoHapHo. Mo3aHas hopma nposensetcs B 30—
60 net. MNopaxaloTcs cHavana MbllLbl KUCTE, 3aTeM CTOMN, HapyLlaeTcs
noxojka.

LLnpokas knnHuyeckas BapuabenbHOCTb MWOTOHWMYECKON AMCTPO-
(hmun co3gaeT 6o/blINe TPYAHOCTU 41 ANarHOCTUKK 3TOro 3ab0neBaHuns.
BosbHbIE C TOYHO YCTAaHOB/MIEHHbLIM AWarHo3om mmetoT 50% puck nepe-
[atb ero notomctay. Mexay Tem 3a60/51eBaHNe NPOTEKAET 6ECCUMMTOMHO,
M fedeKTHbIA FeH B OCHOBHOM MepejaeTcs /IOAbMU, He CUMTAHOLLUMM
cebs 60nbHbIMU. B OTAnYME OT MUOTOHUYECKOI AMCTPOGMM apyrme M1o-
TOHWYECKMNE CUHAPOMbI HAC/efytoTCs M0 ayTOCOMHO-PELEeCCUBHOMY
TMny. OHW BCTPEYaroTCA 3HAUUTE/IbHO PeXe, YeM MUOTOHWYecKas Auc-
Tpogua. OTMETUM rpyrnny CrYHaAbHbLIX MbIWEYHbIX aTpodun. 370 TAXe-
Nble 3260N1eBaHNA, CBA3AHHbLIE C MOPAXEHWEM K/IETOK CMUHHOIO Mo3ra.
MopaXkatoTCcs BCE CKEMETHbIEe MbILLULbI, XapaKTepHa no3a «pacniacTaHHOM
NAryWwKn». bonbHble TMOHYT B NepBble 4Ba rofa XXn3HW, Kak npasuso, us-
338 HeJOCTaTOYHOCTM [fbIXaHus (BCNEACTBME MOPaXeHWUs MexpebepHbIX
MbILLIL, U gnadparMbl) 1 AerovHbIX MHPEKLWIA.

B faHHOM pasgene nepeyncrieHa NvWb HebONbLIAA YacTb HEepPBHO-
MblLLIEYHbIX 3a00N1eBaHNIA, NepefatoLLMXCcs No HaCNeACTBY.

3ABONEBAHUA 3HAOKPVHHOWM CUCTEMb

B mupe HacuuTbiBaloT 60nee 20 MAH 60JIbHBLIX CaxapHbIM AUabeToM,
Cpeaun KOoTopbiX 0Kono 10% cocTasBnsaloT AeTu. B reHeTnyeckom OTHOLLe-
HMKM 3TO 3ab60/eBaHMe reTeporeHHo; O4MH U3 CNeLManmMcToB N0 MeanKo-
reHeTUYeCKOMY KOHCYNbTMPOBAHWIO Ha3Basl ero «HOYHON KOLIMap reHe-
TWKa». 370 3a60/1eBaHKE pacCMaTpPUBAoCh BblLLE.

Buoxumnyeckme fgedekTbl npu caxapHoOM [AuabeTe MHOroo6pasHbl:
HapyLUeHne CUHTe3a U BblgeneHns UHCYNUHA (MPUYUHBL: MyTaLUus CTPYK-
TYPHOrO reHa, NPUBOAALLAA K CUHTE3Y aHOMaNbHOM0 MHCYNNHA; MyTaums
reHa-perynatopa, BefyLllas K CHVXEHHOMY CUMHTe3y WHCYNWHa, W 4p.);
HEYYBCTBUTENbHOCTb NEPUIEPUYECKMNX TKaHeR K WHCYNWHY; HeliTpanu-
3aLMs MHCY/MHA BCMELCTBME BbICOKOrO COAepXKaHNs UHCY/IMHOBbIX aHTa-
FOHWCTOB; YCU/IEHHOE pa3pyLUeHne UHCYINHA.

M3BecTHO 60/bLLOE YKCNo 3a601eBaHWiA C 3HAOKPUHHON HepocTaTou-
HOCTbIO, KOTOpble MOryT 6biTb 06YCNOBNEHbI KaK HeLopasBUTUEM, TaK U
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HapyLleHnem (YHKLMWIA OTAeNbHbIX Xene3. K HUM OTHOCAT, B YaCTHOCTH,
rMNOTMPEn3, HeJOCTaTOMHOCTb rMnogusa. TUnbl HacnefoBaHWA pasHble
(ayTOCOMHO-4OMWUHAHTHBIA, ayTOCOMHO-PELLECCUBHBINA, X-CLEMNEHHbIN).

Ewle ogHa rpynna 3aboneBaHuin cBA3aHa Cc runepnpogykumnein (M3bbi-
TOYHOI BbIPabOTKOI) rOPMOHOB LMTOBUAHOW Xenesbl (TUPEOTOKCUKO3),
HaAMno4yeUYHNKOB (afpeHOreHnTanbHbI CUHAPOM).

Y nvy, 060ero nona MoXxeT HabnAaTLCA TMNOroHaau3M, becniogue.
3710 6bIBaET Npu 3a60/1€BaHMAX, CBA3AHHbIX C aHOMaNUAMU NOMOBbIX XPO-
mocom (cuHgpom LLlepeweBckoro—TepHepa, cuHgpom KnsitHgensTepa).
B reHeTMuYeCcKOM CMbICNe 3TW 3a60/1€BaHNA «NeTa/lbHbI», MOCKO/bKY 60/b-
Hble He OCTaBNAOT NOTOMCTBA.

K 3HLOKPUHHBIM 3a60/1€BaHNSAM MOXHO OTHECTM TaKXKe MHOXECTBEH-
Hblli  3HOOKPWHHbLIA  afleHOMaTo3, Hacnefyemblii MO  ayTOCOMHO-
OOMUHAHTHOMY TUMY: HacNeCTBEHHO 00YCNOBMEHHbIE OMYX0An rmnogu-
3a, NOMKENYA0YHOM Xenesbl, WWTOBUAHOW M NapallMToBUAHOMN Xenes.

3ABOJIEBAHNA APYTX OPTAHOB 1 CUCTEM

Kpome nepeyncneHHbIX Bblille HaCcneaCcTBeHHYH npupoay mMoryt UMeTb
3a60neBaHuA OPYrnx opraHoB U CUCTEM Ye€/10BEHECKOIO OpraHm3ma.

CepAeuHo-cocyaucTbie 3a60/1eBaHMA

BpoxxaeHHbIe MOPOKM cepAua BCTPeyarT NpuMepHO Yy 1% HOBOPOX-
LeHHbIX; 3% W3 HUX HacnedyoTca Mo MeHAeNeBCKMM 3aKOHaM. Y CTaHOB-
NeHa reHeTMYeckas NpPeapacrnofioKeHHOCTb K WLIEMUYECKOW 60/1e3HU
cepaua, apTepuanbHO TMNEPTOHUM, PeBMaTU3MY.

JlerouHble 3a60neBaHKs

To e MOXHO CKasaTb W O JIErOYHbIX 3a60/1eBaHUAX, BPOHXMANLHON
acTme.

3a60/1eBaHNSI YKE/YA0UHO-KMLLIEYHOTO TPpaKTa

JInWwb OTHOCMTENbHO HEO60/bLIOe YMCIO 3a60MeBaHNI XKeNy[04HO-
KMLIEYHOro TpakTa HacnefyeTcs MO KnacCMYecKuM 3akoHam MeHgens.
OHM nerye, Yem Apyrue, NOALAOTCA NIEUEHUIO, NO3TOMY 60/bHbIE YACTO
CNoco6Hbl BOCMPOM3BOAUTL NOTOMCTBO. B nepByto ouepeab 34ech cregy-
€T YNOMAHYTb aTpe3uio NuLeBoa, NUIOPOCTEHO3 (AeeKTbl Xenyaka),
HEKOTOpble 3a60M1eBaHNSA KMLIEYHMKA.
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YacTb 2. HacnencTtBeHHble 60/1e3HN YenoBeKa

3ab601eBaHNsA MeyeHn

Cpeau HacneaCTBEHHbIX eeKTOB NeueHn —HaCcIeACTBEHHbI NaHKpe-
aTUT, MyKOBMCLMA03, NOJIMKNCTO3, HapyLLEHUs MeTabon3ma.

3aboneBaHns noyek

MoYkM MopaxawTcs NpU MHOFMX HAcNeACTBEHHbIX CUHAPOMAX.
MOXHO OTMETUTb NOSIMKUCTO3HYIO 60/1E3Hb, BPOXKAEHHbI HEPPUT, NO-
POKM MOYEBLIAENNTENBHON CUCTEMBI, HapYLUEHWS TPAHCMOPTA BELLECTB
B MOYKaX.

3a60/1eBaHNA KOXM

3HaumTeNbHaa YacTb 3a601eBaHN KOXXU OTHOCMTCS K MEHAENNPYIO-
Wwmm. OHY pefiKo BAUAKOT Ha NPOAOKMUTENBHOCTb XU3HU, O4HAKO AaXe
YNCTO KOCMEeTUYEeCKWe fAedeKTbl MOryT umeTb AN GOMbHbIX 60/bLIOE
3HayeHne. Heob6Xxo4MMO MOMHUTb, YTO KOXHbIE aHOManuu MOryT ObiTb
Wb MposBNeHMEM 00/ee Cepbe3HbIX BHYTPEHHUX 3abo/neBaHuii
(puc. 2.20, cm. UB. BKNElKY). MUTMeHTHbIE HEBYCbI MOTYT ABAATLCA MPW-
3HaKOM [JOMWHAHTHO-HAC/NefyeMOro CMHAPOMAa MHOXECTBEHHbIX HEBY-
COB M INyX0Tbl. BUTUAUIO YacTO coYeTaeTCA € Pas3IMYHbIMU UMMYHHbBIMU
M 3HAOKPMHHBIMU PacCcTPOCTBaMM W MOXET HacnefoBaTbCa Kak
ayTOCOMHO-AOMMWHAHTHbIV Npu3Hak. benas npsagb Bonoc Ha nby, Hacne-
fyemas Nno ayTOCOMHO-LOMUHAHTHOMY TWUMY, MOXeT nepefaBaTbCca Kak
N30/IMPOBaHHbIA MPU3HAK, HO MOXET ObiTb CMMNTOMOM 60/ee 06Liero
3abonesaHus. MNcopuras BCTpeYaroT ¢ YacToTol 1—2%; No-BUAMMOMY, 3TO
nonureHHoe 3aboneBaHue. ANbOBUHW3M HacnegyeTcs MO0 ayTOCOMHO-
peLeccMBHOMY TUMY, OAHAKO CYLECTBYIOT M X-CLUenfeHHble QopMmbl
rnasHoro anb6uHmama. OnyxoseBble 3a601eBaHUS KOXM caMu Mo cebe
[0CTAaTOYHO PefKK, OLHAKO TaKXKe MOryT UMETb TeHEeTUYECKYIO Npupogay.
BblgenMmM MUIMEHTHYO KCEPOAEPMY — ayTOCOMHO-PeLLeCCMBHOE 3a60-
NneBaHue, MpY KOTOPOM HapylleHa penapauns nospexaeHuii AHK, nH-
OyUMPOBaHHbIX ynbTpaduonetom. Kak 6bi10 OTMEYEHO Bbile, YacToTa
paka KoXu MOoBblLLIeHa He TO/IbKO Y caMUX 60/bHbIX, HO W'Y UX poauTe-
Neli —reTepo3nroTHbIX HOCUTeNel Ae(heKTHbIX FEHOB.

BonesHn KocTeld 1 CoeaMHUTENBHON TKaHN

Cpean 6onesHeil KocTeli U COeAUHUTENBHON TKaHM OTMEYaloT pas-
NNYHOTO TUMA KOCTHbIE ANCMNasun, fedeKkTbl KOHEYHOCTEN, N3MEHEHMS
pocTa, apTpuTbl, KOCOManoCTb, BPOXAEHHbIN BbIBUX Gefpa, pasnuuHble
CUHAPOMbI C MOpaXKeHeM ckeneta (puc. 2.21, cMm. UB. BKNEKY).
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3a6oneBaHNs KpoBU

Bonblyto rpynny 3aboneBaHuii KpoBU COCTaBNAOT 60ne3Hu, 06y-
C/TOBNEHHbIE HApYLUEHNAMU CTPYKTYpPbl U CUHTE3a remornobuHa. Bee oHu
ayTOCOMHble, 6O/IbLIMHCTBO HacnefyeTca No peLeccusHoMy Tuny (aHe-
MUK, Tanaccemuun). CLenseHHoe ¢ NonoM 3abonieBaHne, CBA3aHHOE C Ha-
pYyLUEeHMEeM CBEPTbIBAEMOCTW KPOBU, — reMomams.

3aboneBaHNss UMMYHHOW CUCTEMbI

|_|pVI MHOTNX HacnegCcTBeHHbIX 3ab0/1eBaHUAX HaﬁﬂIO,ﬂ,aIOT MMMYHOE-
q)I/ILI,VITHOG COCTOAHME BCeacCcTBME NOpaXKeHNA I/IMMyHHOVI CUCTEMBI.

3AKJTIOYEHWE

OfHM 1 Te e 3a6071eBaHNA MOTYT paccmMaTpuBaTbCcs 160 B 3aBUCU-
MOCTW OT TMNa HacnefoBaHWs (MO reHeTUYecKoi knaccudukaumm), nmbo
CBA3bIBATLCA C NMOPaXXEHMEM TKaHeld, OpraHoB U CMCTEM OpraHusma (no
K/IMHWYECKON Knaccugukaymm).

Mpu 60NbLINHCTBE HACNEeACTBEHHbIX 3a001eBaHNIA B NaTONOrNYECKMit
MpoLecc BOB/EKAETCA HECKOIbKO CUCTEM OpraHoB, TaK UTO [efileHne co-
rNacHO K/MHUYECKON KnaccumKalumm ABSeTca O0CTaTOYHO YCIO0BHbIM.
OouH un TOT Xe 6O0/MbHOW £ABNAETCA MNauMeHTOM pas3HbIX Bpayei-
CMEeLManncToB, 3TO XOPOLLIO 3HAKOT POAUTENN BO/MbHBIX AETeN.

UeioBeYECKMIN OpraHn3mM He ABMISETCA MPOCTO CyMMOI BCEX COCTaB-
NALWMX ero TKaHew, opraHoB u cuctem. X pyHKLUN B3aMO3aBUCUMDbI.
VI3MeHeHMs 1 HapyLueHUs OA4HOW (PYHKLMUK, OLHOrO OpraHa Yepes CAoX-
Hble NPOLecChbl, MPOMCXOAALLNE B OPraHU3Me, HermpemMeHHo 6yayT cBa3a-
Hbl C U3MEHeHUAMN Apyrmx. OpraHu3M — C/0XHasA CUCTeMa, U Ha Bce
BO3JeiCTBMA OH pearnpyeT CUCTEMHO, O4HOBPEMEHHbLIM W3MEHEeHWeM
MHOIVX NapaMeTpoB.

HabnogaeTcs KAMHNYECKUA MOAMMOP(N3M — MHOroobpasme nposs-
NeHnii 3aboneBaHns. 3TO HeYAMBUTENbHO: KaXblA MPU3HAK B HOPME
MMEET LUMPOKWIA CNEKTP NPOSABAEHNA, TaK YTO MPU UCKaXKEHWM, BbI3BaH-
HOM reHeTUYecKnM AeeKTOM, NMPOsABAEHME CUMNTOMOB Takxe 6yaeT Ba-
pbMpOBaTh B LUMPOKNX Mpegenax.
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YacTb 2. HacnencTBeHHble 60/1e3HN YesnioBeka

KOHTPOJIbHBIE BOTIMPOCHI

Bcerga v npu Kakom-TO TeHETUYECKOM [edeKTe nopaxaercs
TO/IbKO OAWH OpraH unu cuctema opraHos? lNpuseanTe npumepsl.
fBnseTca N1 NOpaXKeHWe Kakoro-TO OpraHa XapaKTepHOI YepToii
ofiHoro 3abonesaHusa? MNpuBeanTe NPUMepSI.

MpvBeanTe NPUMEPbI MOPAXKEHWUI Pa3/INMYHbIX CUCTEM OPraHoB.



YACTb 3

MEAWKO-TrEHETWYECKOE
KOHCY/IbTUPOBAHVE



TEMA 1

OCHOBHbIE
METOAbl U3YYEHWA
HACNEACTBEHHOCTW
YE/TOBEKA

KNNHWNKO-
FEHEAIOTMYECKUW METO/,

OHUM M3 BaXHeWLwnx MeTofoB, MpUMeHse-
OMbIX BpavyaMu-reHeTMKamu, — KIUHUKO-Te-
Heanornyeckuii. OH OCHOBaH Ha COCTaB/IEHUN PO-
[,0CNOBHON. 3TOT MeTOA MO3BOJIAET YCTaHOBUTD:
ABNAEGTCA NN AaHHbIA MPU3HAK HACNEeLCTBEHHbIM;
TMN HacnefoBaHWii  (LOMWHAHTHLIA  uAM  pe-
LIeCCMBHbIN); 3MrOTHOCTb UL, POAOC/OBHOW (ro-
MO- WM reTepo3nroThbl); MEeHeTPaHTHOCTb (Y4acTo-
Ty MNOSABNEHWS TeHa) W, HaKOHEL, BEPOSTHOCTb
poxaeHns pebeHkKa ¢ HacneACTBEHHOW NaTonoru-
e, T.e. reHeTUYecKuin puck. OCHOBOI POAOC/OB-
HOI ABNAeTCcA NpobaH4 —1MLO, C KOTOPOro Hauu-
HaeTcAa  uccnegosaHne  cembu.  CyluecTByiOT
onpejeneHHble MpaBMaa COCTaBMEHUA POLOC/I0B-
Holi (puc. 3.1). Mpumep pogoCNOBHON (Hacne-
fJoBaHve remMouAuM) MpUBELEH Ha PUCYHKE
(puc. 3.2 cm. UB. BKNEIKY).

B cnyyae ayTOCOMHO-4OMWHAHTHOrO 3abone-
BaHWA PUCK poXAeHWUs 60MbHOro pebeHka, eciu
60MeH 0AMH M3 poauTeneid, paseH 50%. BaxHoe
3HayYeHWe MMEIT NO3LHUIA 1N BapbUpyloLWKii BO3-
pacT MaHugecTaumm 3aboneBaHus, HeMosHas
MEeHeTPaHTHOCTb W BapbupylOLas 3KCNpeccuB-
HOCTb.

Mpy ayTOCOMHO-PELLECCMBHOM TWNe Hacne-
[0BaHMA 3ab0neBaHUA PUCK POXAEHWUA 60bHOro
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YacTb 3. MeuKo-reHeTUUECKOE KOHCY/IbTUPOBaHWe

] MY)XCKOW Mon
0 XKEHCKUiA non
T q‘_) 60/IbHbIE

0-0 cynpyru

0 0 BHeﬁpal—lHaﬂ CBA3b

O O -H) ABaxabl XeHaTblii

6 N 6 aew

CJ1 3  opHosiiuessie 6rmsvenst K (0

(o) [OBYSALEBbIE 6NM3HELbI
(0] NHTEepceke
A MoN He BbISICHEH

A

w o

0

A

pe6eHOK C ypoacTBamMm

60NbHON C abOpPTMBHOIA
thopmoli 3aboneBaHus

npo6aHg,

heHOTUNNYECKN 340POBbIN
HOCUTENb PEeLLecCUBHOr0
npu3Haka

npe,qnonaraeMblﬁ HOCUTENDb
peueccnBHOro npmn3sHaka

HENPOBEPEHHbIE aHHbIe
06 aHoManusax

yMep B paHHEM [eTCcTBe

ymep Ao roga

BbIKMbILL, MEPTBOPOXK/AEHHbIV

6yKBEHHble 0603HaYeHMns
60ne3Heit:
M — murpeHb
A — ankoronusm
O — onurogpeHus
3 — anunencus
LU— wwu3odpeHus

Puc. 3.1. YCNOBHble 0603Ha4YeHUA npn CoCTaB/iEeHN POAOC/TIOBHbIX

pebeHKa paBeH 25%, a B C/ly4ae KPOBHO-POACTBEHHbLIX GPAKOB MEXAY pO-
anTensmn 607bHOrO Npo6aHaa B POLOC/IOBHOW Hab/l04aloT yBeMYeH e
umcna Takmx 60/bHBIX. BaXHO TakKe MMETb B BUAY FEHETUYECKYIO reTe-
POFeHHOCTL B CMy4ae BCTYNeHUs B 6paK ABYX 60/bHbIX UHAMBUAOB, Ha-
MpUMep, BO3MOXHOCTb POXAEHWS 3[0POBOro peGeHKa B CEMbE [/yXO-

HEMbIX.
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Mpu KOHCYNbTUPOBaHMK X-CLEN/EHHbIX 3a60/1€BaHMIA YacTO JOBO/Ib-
HO TPYZHO OMNPeAeNuTb, HOBasi 3TO MyTaLMst UM HOCUTENEM MaTonoruYe-
CKOTO TeHa sIBNSeTC MaTb 60/bHOr0 peb6eHKa. BmecTe ¢ Tem, B c/ydae
X-cuenneHHoro OMUHaHTHOTO 3a6oneBaHns y 60/1bHOrO OTLa BCe Aoye-
pu 6yayT 60MbHbI, @ CbIHOBbS — 3[0POBbI; Yy 60/ILHOI MaTepyu paBHO Be-
POSITHO poXAeHue 60NbHOM JoYepy UM BOMLHOTO CbiHA; 6O/bHbIE XKEH-
WWHbl ByayT BCTpeYaTbCs B 2 pasa uYalle, 4YeM GO/ibHble MYXXUMHBI.
B cnyuyae X-CLENIEHHOro peLeccrBHOro 3a60neBaHns 60/bHBIMU SBAS-
OTCS MY>UMHbI-POACTBEHHUKU GO/LHOTO Npo6aHAa MO MaTepUHCKOIA
NMHUK; y 6ONIBHOTO OTLLA BCE fouepn ByayT 3[40POBbI, OHU ByayT reTeposu-
FOTHBIMU HOCUTE/NIIMU MATOIOFMYECKOr0 reHa. Ecnn XeHLmMHa sBnsieTcs
reTePO3UIOTHBIM HOCMTENEM MATOMOMMYECKOrO FeHa, TO MOJIOBMHA €€ Cbl-
HOBell GyayT 60/bHBbI, a BCE fOYEpy —3[0POBbI, MPU 3TOM MOOBUHA L0-
uepeii GyayT reTepo3nroTHLIMM HOCUTENSMI NAaTONOMMYECKOTO FeHa.

MpyU KOHCYMbTUPOBAHUU MY/bTU(AKTOPUAbHBIX 3a60/1eBaHN 060-
CHOBAHHbI/ MPOFHO3 MOXHO MOMYYUTb C MOMOLLbIO TabanL aMNUpUYe-
CKOTO prCKa, KOTOPbIE C/Y)XaT OCHOBOW KOHCYNbTUPOBAHUS, XOTS OHU U
He CTOMb YHMBEPCA/IbHbI /11 PasNMYHbIX MOMYSLUOHHBIX rpynn. Mpu
TaKOM KOHCY/IbTUPOBaHUM CTEMEHb PUCKA 3aBWCUT He TOMbKO OT Mnpa-
BW/ILHOCTU [MarHo3a, HO W KPUTEPUEB, XapaKTEPHbIX /11 MOSINTEHHOTO
HacnefoBaHus. B nx uncne: CBA3b C BEUUMHOW KOI(h(PULMEHTA Hace-
[0BaHUs 60Me3HU; CTeNeHb POACTBA KOHCYNbTUPYHOLLErocs npobaHpa ¢
60/IbHbIM POACTBEHHUKOM; TSXKECTb TEUEHUs 6ONE3HN; pefKo Mopaxae-
MbIA MOA; YNCNO GONBHBIX POACTBEHHUKOB.

Mpu KOHCY/MbTUPOBAHWU XPOMOCOMHbLIX CUHAPOMOB OMpeAeNieHne
pUCKa NpoBOAAT C MOMOLLbIO TaB/InL, AMANPUYECKOTO PUCKA, YUNUTbIBAIO-
LWMX ceMeliHble (hOPMbI CTPYKTYPHbBIX NEPECTPOEK XPOMOCOM, XPOMOCOM-
HbIi MO3auMLM3M Y OAHOr0 U3 POAMTENEA, BO3MOXHOCTb MOBTOPEHWS
aHeymnIouaMM Npu HOPMasbHbIX KapuoTUNax y poguTenei.

Mpy KOHCYNbTUPOBAHMM BPOXAEHHBIX 60M1e3HEl BPauy-KOHCYbTaHTY
CNefyeT PYKOBOACTBOBATHCS MPUUMHAMMW UX Pa3BUTUSA (FEHETUYECKUMM
WU HETEHETUYECKUMMU).

Mpu KOHCYNbTUPOBaHUM GO/E3HEN C HETPAAWLMOHHLIM BapUaHTOM
Hacnef0BaHUs CneayeT PYKOBOACTBOBATLCA AaHHLIMU, U3M0XKEHHBIMU B
MOAX0faX K MAarHOCTVKE U IEUEHMIO TaKUX 3a60/1eBaHUIA.

[marHocTuka reTepo3nroTHbIX COCTOSIHUAI

Bonblias 4acTb MOHOFEeHHbIX 60Me3Hell HacrefyeTcsl Mo PeLeccus-
HOMY Tuny. ECM B ceMbe Yy 3[0POBbIX POAUTENeli pPoAvncs GO/bHO
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YacTb 3. MeMKO-reHeTMUYEecKoe KOHCYbTUPOBaHNE

pebeHOoK, CTpajatoLwnii 04HUM 13 TakuX 3ab0neBaHnii, TO MOXHO C yBe-
PEHHOCTbIO CKa3aTb, YTO 06a poauTeNns ABNAOTCA reTepo3UroTHbIMU HO-
cuTensaMu gedeKTHOro reHa (reHoB). BepoATHOCTb poXaeHus 60/IbHOro
pebeHka B 3TOM Cny4ae cocTaBnseT 1/4 (BepOATHOCTb reHoTuna aa npu
CKpeuinmBaHuu retepo3urot AaxAa). Ecnu yyecTb, UYTO «BEPOATHOCTb He
MMeeT MaMATU», PUCK 3ab0/ieBaHMS Yy KaXXAOro crefytoullero pebeHka
TOXe OyfeT paBHbIM 25%. Takum 06pa3om, 1/3 npakTUyecKn 340pO0BbIX
MOTOMKOB FeTepO3UroTHbIX poauTeneli 6yayT nmeTb reHoTvn AA, a 2/3,
TaK Xe Kak v pogutenu, 6yayT reteposurotamu (Aa). Ecnm xe oguH un3
poauTeneii 6oneH (cnefoBaTesibHO, FOMO3UIOTEH —aa), a Apyroi —3a0-
POB 1 NpU 3TOM poguncsa 607bHON pebeHoK, TO APYroli poanTeNb ABNAET-
CS reTepo3UroTHbIM HOCUTeNleM AedeKTHOro reHa (Aa). B atom cnydae
BEPOATHOCTb POXKAEHMA 60MbHOIO pebeHKa KaxKAablin pas byaet 50%.

Takum 06pa3om, AMarHOCTMKa reTepo3MroTHOro0 HOCMTeNbLCTBA NaTo-
NOTMYECKNX FEHOB NpeACcTaBiseTca BeCcbMa BaHON. Llenbto Takoi gna-
FHOCTVKM SIBASETCA WAEHTU(UKALNA CEMEN, UMEIOLLMX BbICOKMIA pUCK
POXAeHNs 60/bHBIX MOTOMKOB, YTO KpaiHe BaXHO Npu peLleHnn BONpo-
COB M/IAHNUPOBAHWNA CEMbU.

V3BECTHbI TPM Knacca reTepo3nroTHbIX HOCUTENEN, BbISBNEHUE KOTO-
pbIX MMEET 3HaYEeHMUE:

—HOCUTENN TeHOB ayroCOMHO-PeLeCCBHbIX 3a601eBaHNiA, UMel-
LMX BbICOKYIO 4acTOTY MPOSB/JEHUS B HEKOTOPbIX 3THUYECKUX
rpynnax ¢-tanaccemms, 6onesHr Tea—Cakca, cepnoBugHOKe-
TOYHAsA aHeMus 1, BOSMOXHO, MyKOBMCLMNA03);

—HocuTenn reHoB X-CLUenfeHHbIX PpeLeccuBHbIX 3aboneBaHuii
(remodpunua A n B, muogucTpomsa roweHHa n bekkepa);

—HOCWTENN TeHOB ayTOCOMHO-OMMWHAHTHbIX 3a60/1€BaHWiA, BbIsiB-
NSieMbIX Ha NPEKANHWYECKOA cTaguy (MWOTOHMYECKas AUCTPO-
thusa, xopes EEHTUHITOHA).

[narHocTnKa reTepo3nroTHbIX COCTOSHWUIA OCYLLECTBASETCA C MOMO-
Wb  KAMHUKO-TEHeanornyeckoro, nonyasauMOHHO-CTaTUCTUYECKOrO
MEeTOfa, METOA0B aHaNUTMUYECKON OGUOXUMWUM N MOMEKYNAPHO-TeHeTH-
YeCKMNX MeTOZ0B.

HekoTopble laGopaTopHble MEeTo/b!

LinToreHeTnyeckve MeTogbl. Kaxablii OopraHusm XapakTepusyeTcs
onpegeneHHbIM HabopoM XPOMOCOM, KOTOPbIii Ha3blBaOT KapuoTUMOM
(cm. puc. 1.6). KapnoTun yenoBeka cOCTOUT U3 46 XpOMOCOM — 22 napsl
ayTOCOM W [iBE MOJI0Bble XPOMOCOMbI. ¥ EHLINHbI —1Be X XPOMOCOMb!
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(kapvotun: 46, XX), a y MyXunH — ofiHa X Xpomocoma, a gpyraa —Y
(kapuoTun: 46, XY). B KaXX40 XpOMOCOME HaxOAATCS FeHbl, OTBETCTBEH-
Hble 3a Hac/leiCTBEHHOCTb.

KapnotunupoBaHne — LMTOreHeTUYECKUIA MeTOL, MO3BOMSIOLLMIA
BbIABUTb OTK/IOHEHUS B CTPYKTYPE W YKC/Ie XPOMOCOM, KOTOpble MOryT
CTaTb NPMUMHOW Gecnnogns, LPYroin HacneACTBEHHOM 60Ne3HN 1 poXae-
HUA 60/ibHOrO pebeHka. VccnefoBaHWe KapuoTuna NpPoOBOAAT C MOMO-
Wb LIUTOTEHETUYECKUX U MOMEKYIAPHO-LMTOreHeTUYECKMX METOLO0B.

MornekynspHble MeToAbl. MonekynsapHble MeTofbl  AMarHOCTUKM
Harpas/ieHbl Ha OnpefeneHne CTPYKTYPHbIX U PYHKLMOHaNbHbIX Hapy-
LeHWI OA4HOTO, HECKOMIbKMX TEHOB WM BCEro reHoMa B Lenom. Onpege-
NeHne CTPYKTYPHbIX HapyLUEHWI OCHOBAHO Ha OLEeHKe MepBMYHOW MNo-
CefoBaTeNbHOCTN OCHOBaHWA B WHTepecyemom ¢parmeHTe [OHK.
@ YHKUMOHANBHOE COCTOSHUA TEHOB OMPEAENseTca no CTeneHun ux snu-
reHeTUYeCKOro perynvpoBaHum UNn YpoBHSA SKCMPECCUN.

OgHum 1n3 nepsbix MeTogoB [AHK-gnMarHoCTuKM ABNSETCA MeTof
6noT-rmépuansaunn, NpeanoxeHHslin B 1975 r. CaysepHom. B ocHoBy
MeTOZa No0XeHa KOMMNJIEMEHTApPHOCTb 30H40B — M3BECTHbIX OfHOHUTE-
BbIX nocnegosatenbHocTeil AHK, MeuyeHHbIX paguoakTMBHON METKOM,
K O4HOHMTEBOI aHanu3upyemoii AHK.

B 1983 r. Kapn Mannucom 6bina npeasioxxeHa noanmepasHas LenHas
peakuus (MLP). B camoe KOPOTKOE BPeMs METOAMKA NMOyyunsa WupoKoe
pacnpocTpaHeHue, a cam aBTop B 1993 r. 6bin ygocTtoeH HobeneBckoii
npemMuu.

BblAenstoT KOCBEHHbIN (HEMPSMOIA) 1 NPAMOIA METOAbl ANAarHOCTUKM
OHK.

KocBeHHbIi MeTOf AMarHOCTUKM OCHOBAH Ha aHanu3e HYKNeoTUAHbIX
NoNMMOP(M3MOB, YCTOWYMBO aCCOLMUPOBAHHbIX C ONpefeneHHbIM FreHe-
TUYECKUM NOKYCOM. [laHHbIi MeTod NPUMEHSIOT AN1A LMArHOCTUKM Ha-
CNeACTBEHHbIX 3260/1€BaHUIA C HEYCTAHOBMIEHHbIM FEHETUYECKUM Aedek-
TOM, NpPU LIMPOKOM BO3MOXHOM CMEKTPe MyTauuii B reHe 60/bLUOA
MPOTSAXKHOCTM, KOrAa HE06X04MMO NPOCTO NPOCNefnTb Nepefady MyTaHT-
HOro reHa. O6s3aTenbHble YCI0BUA NPOBEAEHNA KOCBEHHOIO MeTofa: Ha-
nnumne npobaHaa, yBepeHHOCTb B KIMHWYECKOM AWarHose, rno noBojy Ko-
TOPOro MpOBOAMTCA WCCMEAO0BaHWE, Halnyme OLHOr0 FEHHOro JIOKYycCa,
obycnasnuatoLee 3abonesaHne. KocBeHHbIili metog AHK-gnarHoctukm
LUIMPOKO MCMOJb3YHOT NP YCTaHOB/IEHUW OTLIOBCTBA.

Mpavble MeTogb! guarHocTukn IHK HanpasfieHbl Ha onpegeneHune ns-
MEHEHWUIA HYKIeOTUAHbIX NOCMef0BaTe/lbHOCTEN B KOHKPETHOM OKYyCe
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YacTb 3. MeIMKO-reHeTMYEeCKOoe KOHCYbTUPOBaHNE

KOHKPETHOTO reHa. B 3aBWCHMOCTM OT NpejnonaraemblX TUMNOB HapyLle-
HUIA HYKNEOTUAHBLIX MOC/eA0BaTeIbHOCTEN, KOTOPble MOryT GbITb Of4HO-
HYK/IEOTUAHBIMU 3aMeHamMu, SYNAUKALUSMU OTAENbHbIX HYK/IEOTMLO0B,
JeneunsamMu, MHCepLUaMU, aMmnanguKaLusaMm pasinyHoro Ymicna Hykre-
OTMO0B, MPUMEHSIOT Pa3IMUHbIE NPSMble METOAbI AuarHocTuku AHK.

MeTofamMmn CEeKBEHVPOBAHUS Ha3bIBAOTCS METOZbI PaclunpOBKM HY-
KNeoTUAHON NOcNef0BaTelbHOCTU HYKNEMHOBLIX KUCOT.

MOCTOSIHHO PAaCLUMPSIOTC BO3MOXHOCTW MOJEKY/SPHbIX METOLOB
AVMarHOCTUKM NS KOHTPOAS 3a COCTOSHWEM HACNejCTBEHHOTO MaTepuasa
UenoBeKa. Y)Ke CerofHsi MUCMosib3oBaHUE 3TUX METOAOB B MEAWLMHE Mo-
3BO/IAET AMArHoCTUPOBATb HAC/MEACTBEHHbIE W BPOXAEHHble 3aboneBa-
HUWS, BbISABASTb NPEAPACMONIOKEHHOCTb K LUMPOKOMY Kpyry 6onesHeil,
BKJ/1OYasi OHKO/IOTMYECKME, MPOBOAWTL BbIGOP fIEKAPCTBEHHBIX Mpenapa-
TOB C YYeTOM WHAMBUAYa/IbHbIX MeTaboMMYecKnx 0COGEHHOCTel opra-
HM3MA, pellaTb ApYrve KAWHUYeckue 3agadun. VIMEHHO MONEKYnsipHble
MeToAbl AMArHOCTWKM SBASHOTCS OCHOBOMONAralWuMu fAns pasBuTus
COBPEMEHHOI MeauLMHBI — MONIEKYNSPHOA MeguuuHbl XXI B.

Moapo6HO 0 NabopaTopHbIX METOAAX AMAFHOCTWKM HACNeACTBEHHbIX
6one3Heit pacckasbiBaeTcs B MpunoxeHuu.

NPODUNAKTUKA HACNEACTBEHHOW MATOMNOMAM

"NaBHY0 posib MO CHVKEHMWIO rpy3a HacneACTBEHHOWM NaTonoruy B ce-
MbSIX UFpaeT MeAUKO-reHeTUYeCKOe KOHCY/IbTMpOBaHue. B xoae MmeauKo-
reHeTUYeCKOro KOHCY/bTUPOBAHWA MaLMeHT 1 ero pOACTBEHHUKMN LOMXK-
Hbl MOMYUYNUTb MH(OPMALMIO O MPUYMHAX 3a60/1eBaHMUsA, CyLLeCTBYHOLMNX
MEeTOfax /IeHeHns 1 NpeaynpexaeHus, a Takke 0 pUcke BO3HUKHOBEHUA
3a60neBaHNA y ApPYTMX YNEHOB CEMbW, B TOM YMCNe U Y elle He POAWB-
LLIMXCS JEeTel.

3agaun MeanKO-reHeTUYECKOr0 KOHCYNbTMPOBAaHNS.

—/lmarHocTuka HacnefCTBEHHOro 3ab0neBaHmA.

—BhbisicCHeHMe XapaKTepa HacnefoBaHUS.

—PacueT NOBTOPHOr0 reHeTUYECKOro pUCKa.

—OnpegeneHve cnocoba NPogpuNakTUKN.

—HanpasneHve NauneHTOB B CMELMaNM3NpoBaHHbIE MEANLIMHCKME
YyUpexaeHus 4 nevyeHuns, peabunuraumm.

B 1917 r. B MioHxeHe 6bIn0 pa3paboTaHo crieluanbHoe obpalieHue
K imuam, BCTynawowmm B 6pak. B HeM, B 4aCTHOCTW, rOBOPUNOCH:
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«Bam npeacTouT B 6/v>Kalillee BpeMs BCTYNWTb B 6pak; B CBA3N CITUM
Bam Ba>KHO MMETb B BUAY CneflytoLee... TOT, KTO 3aKo4aeT 6pak, He pasy-
3HaB, 340P0B OH UK 6oneH, 6epeT Ha ceba 60MbLLYI0 OTBETCTBEHHOCTb Nepes,
CBOVM CYNPYrom ¥ nepeg nOTOMCTBOM. Kadkaplii 0653aH, npexkze Yem BCTY-
NUTb B 6paK, NoNyuYnTh CBUAETENLCTBO KOMNETEHTHOro Bpaya. Ecim ume-
eTcA Kakasn-nmbo 60ne3Hb, TO HEOOXOAMMO CMPOCUThb Bpaya, He NOMeLLaeT N
OHa 6paky. Eciv oHa MewwaeT, TO AONT YeCTU KaXKA0ro coobLwmTb 06 3TOM
>KEHVIXY UMW HeBECTe, YTOObI OH PELUW/, HAaf0 M Ha TakKUX YCNIoBUAX 3aK/io-
yaTb 6pak. TOT, KTO BCTYnaeT B 6paK, He COOBLLMB >KEHUXY U HEBECTE O
cBOein 6onesHn, AenaeT MPecTYMNNeHne No OTHOLLEHNIO K CBOE cembe. Kadk-
[bI BCTYNaoLWMiA B Opak JOMKeEH NoNy4nTb CBUAETENLCTBO O 300POBLE CBOE-
ro napTHepa; 3T0 6yAeT He HeOBEPMEM K HEMY, HO NULLb HeOBXOAMMOV npe-
[OCTOPOXKHOCTHI, KOTOPas CMOXKET NpefynpeanTh O0MbLLOE HECHACTbex.

MoOXHO cuuTaTh, 4YTO MELMKO-TEHETUYECKOEe KOHCYNbTUPOBaHMe
npegcraBnsieT coboli pa3BUTME EBFEHUKN —HayKW 06 yayULleHUn Yeno-
BEYECKOro poga. MeToabl HEraTUBHOM €BreHUKN —3aTto, Mo CYTU, METOAbI
npeHaTanbHON AMarHOCTUKKU. YenoBek nosyvaeT BO3MOXHOCTb He JoMy-
CTUTb POXAEHWNA 3aBefOMO 60/bHOro pebeHKa. BO3MOXXHOCTL CKOppek-
TupoBath (Hanpumep, 6narogaps MeTofaM FeHHOW WHXEHepun) reHeTu-
yeckue [fe(heKTbl B HefanekoMm Oyayllem CTaHeT MPOJO/MKEHNEM
MO3UTUBHON EBFEHNKMN.

Korga xxutenu [ipesHein CnapTbl cOpacbiBanu co cKasbl cnabbix maa-
[leHLeB, OHN TeM CaMbIM OCYLLECTBAANM OT6OP COrnacHO COOGCTBEHHbLIM
eBreHNYeckum npescTasieHnaM. M TpeboBanncb GU3NYECKN CUMbHBIE
BOMHbI. TakoW MOAXof npefctaBnsn coboi HeraTMBHYH eBreHuky. He
6bl71 11 OH OAHON M3 NPUUNH NcUe3HOBeHMs CnapTbl?

Kak yxe 6bI/10 CKa3aHO, B HEKOTOPbIX aMEPUKAHCKMX LUTaTaxX, CKaH-
OVHaBCKMX CTpaHax ObliM NPUHATLI 3aKOHbI O NPUHYAUTENBHON CTEpU-
nm3auuu, NMPUYEM He ToIbKO 60JIbHbIX, HO U NPecTYNHKUKOB.CO6CTBEHHO,
peyb LW/ia 0 TaKOM e Nnoaxoje, Kak B Cnapte. [axe ecnv He paccmaTpu-
BaTb 3TMYeCKUe BOMpPOChl, 6ECCMbIC/IEHHOCTL TaKOTO NOAX0o4a O4YeBMAHA
(B YaCTHOCTM, M3-3a PELECCHBHOIO XapakTepa MHOMMX 3abofeBaHui).
CpaenaHHble elle Torga pacyetbl nokasanu, 4to B CLUA ana cHuxeHus
yacToTbl cnaboymus B 3 000 pa3 He06XO4MMO CTepuUIn30BaTh Claboym-
HbIX B TeyeHne 250 MOKOMEHWIA, NN HECKOMBKO Thicay fieT. Mo apyrum
pacyetam, 4N nonyyeHUs suammoro pesynbtata B CLLUA HyXHO exerog-
HO cTepuinzoBaTb 400 000 4yen0BEK B TEYEHME HECKONBbKNX AECATUNETHIA.
Mexay Tem, peanbHo, B CLUA 3a 50 net noaBeprancb NpuHyANTENbHON
crepunusauum 100 000 yenosexk.
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YacTtb 3. MeAnKo-reHeTnyeckoe KOHCy/bTUpOBaHne

B Poccumn nepsas MeAmMKO-reHeTMyecKas KOHCynbTauus 6bina opra-
Hu3oBaHa Cepreem Hukonaesnyem [aBugeHKoBbiM B 1929 r. B BO3rnas-
NAeMOM WM WIHCTWUTYTe HepPBHO-NCUXUYECKOW npodunakTuku. Mepsble
MefUKO-TeHETUYECKNe KOHCYNbTauun B YCI0BUAX KIMHUYECKUX YUPeX-
LeHNiA 3apybeXKHbIX CTpaH CTasM NPOBOAUTHLCA B aMEPUKAHCKOM LUTaTe
MwuumraH B 1940 r.

Cuctema MeAMKO-reHeTUUeCKON NpohunakTukm bbina Bnepsble Npes-
noxeHa LWengoHom Pugom B 1947 r., onpefenusBLLMM ee Kak coumasb-
HYtO CNy>K6Y MOMOLLM HACNe[CTBEHHO OTArOLWEHHbIM cembsam. B 1950 r.
3TMM aBTOPOM 6b110 0NY6/1MKOBAHO KPAaTKOe PYKOBOACTBO MO FeHeTuYe-
CKOMY KOHCY/IbTUPOBAHWIO.

PaccmMoTpyM OCHOBHble NPUYUHBLI AN 06palleHns B MeJUKO-TeHe-
TUYECKYIO KOHCY/bTaumio.

MepBas npnumHa. narHo3 HacnefcTBEHHOro 3ab0neBaHWs NOCTaB/eH
WK U3BECTEH M3 POAOCNOBHON CeMbM. ECnM B cemMbe NiaHWpyeTcs pox-
LeHne pebeHKa 1 Cynpyru XOTAT 3HaTb PUCK NOSABAEHUS HAaCNeACTBEHHO
naTonorMm 1 NpPorHo3 340poBbs y 6yayLlero noToMcTea — NPOCMEKTUB-
HOe KOHCYNbTWPOBaHWE (40 HaCTynieHns 6epeMeHHOCTU UKW Ha paHHUX
ee cpokax). Ecnu e B cembe poanncs 601bHOR pe6eHOK 1 poguTenn xo-
TAT 3HaTb MPOrHO3 €ro 340POBbSA Y PUCK NOSABAEHWS 3TOM 601e3HM Y no-
Crefyrowmx feTeil — peTPoCneKTUBHOE KOHCYbTUpoBaHue (Mocne pox-
LeHuns 601bHOTO pebeHKa).

BTopas npuuvHa. B pofoc/ioBHO cembi MmeeTcs 3aboneBaHue, HO
HacneACTBEHHbIV fedeKT TONbKO NOA03peBaeTCs, M ANs YTOUHEeHWs guar-
HO3a TpebyeTCcs NMPUMEHEHNE TeHETUYECKUX METOL0B UCCEA0BaHUA.

MepBbin 3Tan. [uarHoctuka 601e3HM. Bpauy-KOHCY/NbTaHTy BaXXHO
ybeauTbes, YTO AMArHo3 HacnefCTBEHHOro WK BPOXAEHHOro 3abonesa-
HWA NOCTaBfEH C MaKCMMaNibHOW TOYHOCTbIO W MOAHOCTbIO COGpaHbI
K/IMHWUKO-TeHeanornyeckne AaHHole.

C 37OV Uefnblo MPOBEPAIOT MOIHOTY M UCYEPNaHHOCTb MOYYeHHbIX
[aHHbIX, TLWATEeNbHO OCMATPMBAIOT BCEX Y/IEHOB MOPAXEHHON CeMbMU A5
BbISIB/IEHUS Y POACTBEHHNKOB 60/bHOIO NpobaHga NoXoXxed cUMNToMa-
TUKN. 3TO HEO6XOAMMO elle 1 ANs TOro, YTo6bl UCKUNTL CTEPTbIE U
Haya/bHble (hopMbl 60M1e3HU MPU BbIABIEHUN LJOMUHAHTHO HacnefyembIX
(hOpM C HM3KOW IKCMPECCUBHOCTBLIO MW MPY MOLO3PEHNUMN HA HOBYIO MY-
Taumto. B cnyyae HeO6XOAMMOCTU MPUMEHSAIOT LOMONHUTENbHbIE METOAbI
06cnef08aHNA 60/1bHOI0 U ero poLCTBEHHNKOB.

BTopoii aTan. OnpefeneHye BapuaHTa 1 Tuna HacnegoBaHus 60n1e3Hu
NMPOBOAAT Ha OCHOBE KPUTEPUEB HAC/Ie[0BaHWsA TeHOB U NPU3HAKOB.
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Tpetuin aTan. OLeHKa FeHeTMYECKOro pucka 60n1e3Hn (NPOrHos no-
TOMCTBA).

FeHeTMYECKMIA pUCK BbIpaXKaeT BEPOATHOCTb MOABMEHUS Hacnes-
CTBEHHOI MAaTONOrMKN Yy KOHCY/NbTUPYHOLLErocs npobaHaa v ero NoToM-
cTBa. HU3KMM cumnTaroT puck Ao 5%, npu nnaHMpoBaHUM 6epemMeHHOCTM
3TUM PUCKOM MOXHO npeHebpeyb. CpefgHUin puck coctasnseT 6-20%; B
3TOM CNlyyae peKoMeHaLumnmn rno naaHMpoBaHUIO CEMbU 3aBUCAT OT TAXe-
CTU MeANLMHCKNX M COLManbHbIX NOCNeACTBUI 60M1e3HM, a TaKKe OT BO3-
MOXHOCTW MPOBeAEHNS NpeHaTaNbHON AMarHOCTUKN. [1pn BbICOKOM pu-
cke, cBbiwe 20%, PEeKOMEHAYIT MPUMEHATb METOAbl MpeHaTanbHOW
[ANarHoCTuKK.

[ng LOCTVXKEHUSA MOMHOro MOHWMAHWA KOHCYNbTUPYIOLWMUMCH Mpo-
6aHAoM CMbIC/a 3aK/I0YEeHNs Bpayva-reHeTuKa crefyeT yuuTbiBaThb: BCe
MOTMBbI, KOTOPbIMU PYKOBOACTBYIOTCA KOHCY/bTUPYOLWMeca nuua (mMo-
panbHble, 3KOHOMUYECKME W Ap.); UHTeNNeKTyalbHbIA 1 06pa3oBaTesib-
HbIi YPOBEHb KOHCYMbTUPYHOLLMXCA NNL, NCUXONOTMYECKUA KNUMaT B
ceMbsix. OKOHYaTenbHOe peLueHne No NAaHWPOBaHUIO CBOEN YMCNEHHO-
CTW NPUHUMAET TO/IbKO CaMO KOHCY/IbTUPYIOLLEecs NINLO U ero Cembs.

BblAensoT reHOTUNUYECKOe U (hEHOTUMMYECKOe HampaBieHus npo-
(hMNaKTUKW HacNefCTBEHHON NaTonornu.

"eHOTUNMYECKOe HanpaB/ieHWe HaleneHo Ha npefoTBpaLLeHne nepe-
[a4m NaToNorMyYecKoro reHa UM XpoOMOCOMHOW MyTauumn B pagy nokose-
HWA. 3HaYMTENbHbIE YCMEXM B TEHOTUMMYECKOM HamnpasBieHUN JOCTUTHY-
Tbl C CO3JaHNEM M BHePEHUeM NporpaMmbl NpeHaTanbHOM AUarHoCTUKY,
KOTOpas Harpas/ieHa Ha OLeHKY HacneiCTBEHHOro marepuana u peHoTu-
na aMeépunoHa v nnoga.

PeHOTUMUYECKOe Hampas/iieHWe NPOPUIaKTUKN — KOMMIEKC Me-
pOMpUATUIA, NpefynpeXaalolinX pasBuTNe CUMMTOMOB U OCNOXHEHWUI
60/1e3HMN, CHKAIOLLNX ee THKECTD.

Bo-nepBbIX, NaToreHeTUYecKoe fieYeHne: OrpaHUYeHne Uam UCKo-
YeHMe HeKOTOPbIX BELLeCTB U3 paunoHa NuTaHusa (HanpuMep, Npu ranak-
TO3EMUU, TUCTUANHEMUU, PEHNTKETOHYPUN U Llennakumn) nnbéo fobasne-
HMe BELLECTB K paLMOoHy NUTaHWs (aApeHOreHNTanbHbIA CMHAPOM 1 4p.);
BO3MeLLEHNEe He CUHTe3NPYEMbIX OPraHU3MOM BeLLeCTB (remModunimng, ca-
XapHblii anabet v gp.).

Bo-BTOpbIX, MepuMKOHUEeNuMoHHasa (40 3a4aTus) npodunakTmka
BPOXAEHHbIX 601e3Heil. 34ech BaXKHbI CneaytoLimMe 06CToATeNbCTBA:

mO6EPEMEHHOCTb HE A0/DKHA ObITb CAydaiiHOW, OHa AOMKHa nna-
HUpOBaTLCH;
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YacTb 3. MeguKo-reHeTuyecKoe KOHCYNbTUpOBaHue

m3a 3-4 Mec 4o 3a4aTus Cynpyru fO/MKHbI NPORTM o6cnefoBaHme
y Bpayeii-CneunanicToB ANs BbISABNEHUS W NeYeHUs TUAPONO-
FMYECKOW, TMHEKONOTrMYECKOM, MCUXNYECKOW, COMATUYECKOWA 1
MHDEKLNOHHOI naTonormu;
m3a 2—3 Mec [10 3a4aTuis cynpyram peKOMeHAYyT Npuem nosmem-
TaMWHOB ¥ (hONMEBOW KMCNOTbI, a TaKXe COBM0JeHNe pexxuma
cbanaHCcMpPoBaHHOTO NuUTaHus. Mpu 3TOM Y Cynpyru Takoe neve-
HWe NPOAO/KAETCA B TeYeHMe MepBOro TpumecTpa 6epemMeHHO-
CTK, ay cynpyra — npekpawiaeTcs nocne ayaTus;
EMPY HACTYNNeHUN GePeMEHHOCTM cynpyra NpoAo/mKaeT HabnHo-
[aTbCA BpayaMu U NPOXoguT 06cnefoBaHME MO MPUBEEHHON
BblLLIE NpOrpamMMe JOPOAOBOI ANarHOCTUKMN.
JKONOro-reHeTUYECKNA noaxoh npegycmaTpuBaeT cO3AaHUe U BHe-
LPEHME CMUCTEMbI, CHVDKAIOLWLEN MM MOTHOCTLIO YCTPaHAOLWed BO3geli-
CTBME Ha FeHOTUN OpraHu3Ma 4YenoBeka (HakTOPOB OKPY>XKaroLei cpeapl.
BHeApsalT TOKCUKO-TUTMEHNYECKOe HOPMUPOBaHME TEXHOMIOTMYECKUX
NPOL,EeCccoB 1 NPOAYKTOB UX MPON3BOACTBA, KOHTPO/Ib 33 PacipoCTpaHeH-
HOCTbIO M MCMOMb30BAHMEM XMMWUYECKUX COEAMHEHWUI, NeKapCTBEHHbIX
npenapaToB, FEHETMYECKM MOAM(ULMPOBAHHBIX MPOAYKTOB, MULLEBBIX
[,06aBOK W JpyruX areHToB (C 0653aTeIbHO NPOBEPKOI Ha KaHLepOreH-
HYI0, MyTareHHyH 1 TepaTOreHHyt aKTUBHOCTb), a TaKXXe CO3AaHue cre-
UManbHbIX MpenapaToB — aHTMMYyTareHoB. Hanbonee NpOrpeccuBHbLIM
METOLOM MPOMNAKTUKIN SBNSETCA TEHHO-UHXEHEPHAs KOpPeKums na-
TONOrMYECKOrO reHa.

MNPEHATANNbHAA OVNATHOCTUKA

MpeHaTanbHas AMArHOCTMKA HAC/MEACTBEHHOM MaToMOrMK NO3BOJISET
neperTn OT BEPOSTHOCTHON OLEHKM K OAHO3HAYHOMY MPOTHO3Y 340pP0-
BbSl MOTOMCTBA B CEMbSIX C OTAFOLEHHOW HACNeACTBEHHOCTBIO U MPUHATD
CBOEBPEMEHHbIE Mepbl MO MPepPbIBaHUIO 6EPEMEHHOCTM C aHOMasIbHbIM
MJ0AOM.

Mporpamma OPOAOBOro 06¢nef0BaHUs GEPEMEHHBIX XEHLMH (npe-
HaTa/IbHbIA CKPUHMHT) BK/OYAET TPU 06s3aTe/lbHbIX UX 06palleHus B
YKEHCKYH KOHCY/IbTalMI0, LEHTP MIaHUPOBAHWUS CEMbU 1 PENPOAYKLMN
UM MEANKO-TEHETUYECKYHO KOHCYNbTaLWio. MepBblii ypoBEHb — NPOBe-
[eHNe MaccoBOro 06C/ef0BaHUs BCEX GEPEMEHHbIX YXEHLLMH C NpUMe-
HEHWEM AOCTYMHbLIX COBPEMEHHbLIX METOZO0B, MO3BO/ISIOWMUX C BbICOKOI
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BEPOATHOCTBLIO (DOPMMPOBATHL FPYNMbl PUCKa N0 BHYTPUYTPOBHOMY nopa-
XXEeHUo nnoga.

MepBoe o6paleHne —B 10—14 Hep, GepemMeHHOCTU. pu 3TOM NPOBO-
OAT (hM3NKaNbHOE, TMHEKO/TIOTMYECKOE U KNMHUKO-nabopaTopHoe obcere-
foBaHue, Y3, MHBa3UBHYIO AMarHOCTUKY (6Moncmsa XopuoHa ¢ nocre-
LYIOWNUM FeHeTUYECKMM aHanu3oM K/eTOK MJioga) Mo rnokasaHusaM: LS
6epemeHHbIX B Bo3pacTe 35 IeT 1 CTapLUe, a TakxKe B Cyyasx CeMeinHoro
HOCMTENbCTBA FEHHOW, XPOMOCOMHOM UM TEeHOMHOW MyTauuu.

BTopoe o6palieHne —B 20—24 Hefl 6epeMeHHOCTW. TTOBTOPHO NpoBo-
OAT PU3MKanbHOe U KNMHUKO-1abopaTopHoe 06cneaosaHne, Y3, ckpu-
HWHT Ha CbIBOPOTOYHbIE MapKepbl psaga BIMP 1 XpoMOCOMHbIX CUHAPO-
MOB, WHBA3WBHYIO [MarHocTuky (6uoricmio xopuoHa, 6Guoncuio
nnaueHTbl, KOPAOLEHTE3, aMHUOLIEHTE3 C NOCNESYIOWNM FreHETUYECKUM
aHasM30M KJIeTOK MJioga) rno nokKasaHusam.

TpeTbe obpalwieHne — B 32—34 Hef 6epemeHHOCTU. OHO BKIHOYaeT
(hun3nKanbHOE U KMHUKO-nabopaTtopHoe obcnefoBaHne, Y3 (ans Bcex
6epeMeHHbIX), MHBA3UBHYIO AMArHOCTUKY MO MoKasaHWAM C Mocnegyto-
WMM FreHeTUYeCKUM aHannM3oM KIeTOK nioja.

BTopoli ypoBeHb BK/IOYAET MEPONPUATUA MO AMArHOCTUKE KOHKpeT-
HbIX (DOPM MOPAKEHUA M10AA, OLeHKe TAXKeCcTn 60/1Ie3HM M MPOrHo3y Cco-
CTOAHMSA 3[4,0P0BbA PebeHKa, a TakkKe peLleHne BOMPOCOB O NpepbiBaHNM
6epeMeHHOCTM B C/ly4asx TAXKENOro, He NOAAAIOLLErOCs fieHeHnto 3abone-
BaHWA y nnoga.

MpoBefeHVe MHBa3MBHON MpeHaTa/lbHOW ANArHOCTUKMA MOXET 6bITb
LieniecoobpasHbiM, €CIM UMEETCA BEPOATHOCTb POXAeHUA pebeHka C T4-
YesbIM MOHOMEHHbIM WM XPOMOCOMHbIM 3a60/1eBaHNEM, BPOXKAEHHbLIMM
NMopoKaMy pasBUTUA; PUCK POXKAeHUA 60MbHOI0 pebeHKa Bbille puUcka
OCNOXHEeHWI NpeHaTanbHON AMArHOCTUKW; B PACMOPSHXKEHNUM Bpaya nme-
OTCA TOYHbIE AMArHOCTMYECKME TeCTbl M Heobxoaumoe 060pyAOBaHNE;
MMeeTCA NMCbMEHHOE UH(OPMMPOBAHHOE COornacue CemMbU Ha MpepbiBa-
HVe 6epeMeHHOCTU B C/lyyae, KOrga AMarHocTupyeTcs aHoOManbHbli nnog.
[ns npoBefeHWs WHBA3MBHOM MpeHaTanbHOW AMAarHOCTWKW BbILENAIOT
abCoMOTHbIE M OTHOCUTENbHbIE NOKa3aHUA.

ABCONIOTHLIMU NOKA3aHUSAMMN CNYXAT reTepo3nroTHOe HOCUTENbCTBO
MaTon0rMYecKoro reHa y 06omx pogutenein npyu ayToCOMHO-pPeLLeCCUBHbIX
3a60neBaHMAX WM TONbKO Y MaTepu MO TFeHam, CLUenfeHHbIM C
X-XpPOMOCOMOI1; BO3PaCT XeHLWmnHbI cTapwe 35—40 neT; Hann4une y pogm-
Teneli MOHOTEHHOro AOMMWHAHTHO HacnedyeMoro 3aboneBaHus; poxae-
Hue paHee pebeHKa ¢ CMHAPOMOM JlayHa 1 Apyroi XpoOMOCOMHOW nepe-
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YacTtb 3. MegunKo-reHeTMyeckoe KOHCYNbTUpOBaHme

CTPOIKOWA, AetheKTaMn HeBpasibHON TPY6KU 1 BPOXKAEHHLIMU NOPOKamu
pa3BUTUSA; HaMuMe CTPYKTYPHO XPOMOCOMHOI MepecTpOiKM Y 04HOr0
13 Cynpyros, 0C06eHHO cbanaHCMPOBaHHbIX TPAHCAOKaL A N NHBEPCUIA;
npeHaTa/bHO AMarHoCTUpPyeMble MOHOTEHHble 3a60neBaHus (MpyU Haiu-
ynn AHK-mapkepoB), cpefy KOTOPbIX afjpeHOreHUTasbHbIA CUHAPOM,
a- u (3-tanaccemus, 6onesHb Tea—Cakca, remopunua A un B, raMkoreHo-
3bl, TNIMKONWMWAO3bI, MuoamcTpodus [roweHHa-bekepa, MWOTOHM-
yeckas AMCTpodusA, MYKOBWCLMA03, MYKOMOIMcaxapngosbl, Henpo-
thnbpomartos | Tuna, peTuHobnacToMa, CeprnoBMAHOKIETOUHAsA aHeEMUS,
cuenneHHas ¢ X-XpPOMOCOMON YMCTBEHHas OTCTal10CTb (CMHAPOM
MapTuHa-benn), heHUNKETOHYpUSA, Xopes [TeHTUHITOHa.

OTHOCUTENbHBIMWU MOKa3aHWAMU CNyXaT BPOXAEHHble W Hacnep-
CTBEHHbIE 3HAOKPUHONATAN Y 6EPEMEHHOM XeHLWNHbI (BPOXAEHHBIW Tu-
noTMPeO3, caxapHblil AnabeT); NHDEKLNOHHbIE 3a601eBaHNs, NPOSABUB-
LIMeca B KpUTUYECKME Nepuofbl 6epeMeHHOCTUN; OC/OXHEHHOE TeYeHue
6epemMeHHOCTU (3afiepXXKa BHYTPUYTPOOGHOro pas3BMTUA M104a, MasnoBo-
[Ve, MHOrOBOAMe, Yrpo3a BblKUABILLA); MPUEM NeKapCTBEHHbIX Npenapa-
TOB C BO3MOXHbIM MYyTareHHbIM W TepaToreHHoIM 3((HeKTOM; npoBsege-
HWE PEeHTreHOAMarHOCTUYECKMX Npoueayp, BO34elCTBME  APYrUx
MCTOYHWKOB MOHU3MPYIOLLLETO N3NYyYeHUs BO BpeMs 6epeMeHHOCTH.

MeTofpbl NpeHaTanbHOl AMarHOCTUKMN pa3HO0bpasHbl, U X NPpUMEHe-
HWe 3aBUCUT OT CpoKa 6epemMeHHOCTU. OHU MoApasfenaTcs Ha UHBa-
3MBHble (BMeLIaTe/lbCTBO BHYTPU OpraHn3ma) U HemHBasuBHble (6e3 BMe-
LaTeNIbCTBA BHYTPWM OpraHn3mMa). ViHBa3mBHble —aMHUOLEHTE3, Buoncus
XO0pWOHa, KOpPAOLEHTEe3, MpenMMniaHTalMoHHaa AMarHocTuKa, (eTtoam-
Huockonusa, getockonus. K HeMHBa3MBHbIM MeTofaM OTHOCAT onpefe-
NeHne BUOXUMUYECKMX N UMMYHOXMMUYECKUX MApPKEPOB, MPEKINHNYe-
CKYI0 InarHocTuky, ¥ 3U, anektpo(axo)kapanorpaduio. Mpu nposegeHun
MHBA3UBHbLIX Npouedyp 060f3aTeflbHO MPUCYTCTBME Bpayva-nabopaHTa-
reHeTMKa, KOTOPOMY B Ja/lbHeiilleM NpeAcTOMT UCCnefoBaTh NOyYeH-
HbIi OT 60/1LHOr0 61M0N0rMYECKNIA MaTepran.

HevHBa3VBHbIE METOAbI

YnbTpassykoBoe uccriegoaHne (Y3W) — camblil pacnpoCTpaHEeHHbI
METO[, MpeHaTasbHOM ANarHOCTUKM UAN METOA NepBOHAaYabHOro Bbl6o-
pa, Tak KaK Y3/ Ha3HayatoT BceM 6epemMeHHbIM, a Npyu NHBA3UBHLIX Me-
ToAax 0653aTeNlbHO NPUMEHSAIOT 4718 UX KOHTPOSIS.

B nnaHosoM nopsagke ¥Y3W npoBoAAaT BO BTOPOM W TPETLEM TpUMe-
CTpax 6epemMeHHOCTU: nepBoe uccneposaHve (10—14 Hepn); BTOpoe mcchne-
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poBaHue (20-24 Hepn); TpeTbe uccnefosaHue (32—34 Hep). TpeTbe Y3U
MPOBOAAT C Liefibio BbibOpa BpauyoM TaKTUKMW BefeHWUs poaoB npu Gepe-
MEHHOCTU C aHOMasbHbIM M/040M, OnpeAeneHns o6beMa HEOTIOXKHOW
nomoLn 60/1bHOMY pebeHKy Nnoc/e pofoB U peLleHns Bonpoca o ero rne-
peBofe B OTAENEHME [eTCKOW peaHMMaLmn.

Kpowme o6si3aTenbHbIX 06cnefoBaHniA Y3 MOXET HazHavaTbCsH Ha
cpokax 12—14 Hef, 6epeMEHHOCTM C LiefIbl0 BHYTPUYTPOBHOI AMarHOCTu-
Kv 0etheKTOB HeBpasibHOW TPYOKM, & B CMOPHbIX Clyyasx — B KOHLe nep-
BOro TpMMecTpa 6epeMeHHOCTH.

C nomoLbto Y3 BbIABNAKOT areHe3nto >enyaka 1 noyek, amenuio,
aMHUNOTMYECKUE TAXW, aTpesnio KULLIEeYHUKA, YPeTpbl 1 MOYETOYHWKOB,
axoHAponiasuio, racTpowmnsnc, renaToMeranvio, rugpoHedpos, rmapo-
ueanuio, fedeKTbl HEBpPaNbHON TPy6OKK, AnadparManbHy rpbbky, Kie-
TOYHbIE TUTPOMbI, MMM{AHTMOMbI, Mano- U MHOroBOAME, MUKpoLeda-
nnio, omdanouene, MONWMAAKTUANIO, TMOMMKUCTO3 MOYEK, MOPOKU
ro/IOBHOTO W NINLEBOrO Yepena, HapyXHbIX MOMI0BbIX OPraHoB, MOPOKM
cepaua, npeanexaHve 1 0TC0MKY MaLeHTbl, pacLle/iuHbl BEpXHeii ry6bl,
MATKOr0 W TBEPAOro HEGa, CKeNeTHYI ANCMNa3nio, CUPeHOMUENuIo, Te-
paTombl.

OneKTpo(axo)Kapamorpaduio mnioga NPUMEHAKT ANA AWArHOCTUKU
BPOXJEHHbIX MOPOKOB CepALia B TPETLEM TPUMECTpe 6epeMeHHOCTH.

OnpegeneHvie MapkepoB. CYLLHOCTb METOAA 3aK/H0YaeTca B onpejene-
HUW BUOXUMUYECKUX U UMMYHOXUMUWYECKNX MapKEPOB: a-eTonpoTenHa,
XOPMOHMYECKOr0 rOHaf0TponuMHa, scTpuona, 17-okcunporectepoHa. Mx
KOHLEHTpaLNA B aMHUOTUYECKON >XXMAKOCTM NN0AA U CbIBOPOTKE KPOBU
6epeMeHHOM XXEHLLMHbI OTPaXXaeT COCTOSAHME M pa3BUTHE NoAa.

a-detonpotenH (APIM) —ambpuocneynduyecknii 6en0K, KOHLEH-
Tpaumsa KOTOPOro UCCNedyeTcs C Lefblo BbifBNeHUs e(EeKTOB HeBpab-
HO TPyOKM (aH3HUedanus, spina bifida), gehekToB nepegHeli 6PIOLWHON
CTeHKM (OTCYTCTBME NPAMbIX MbILLL, XXMBOTA UM CUHAPOM «KOXMW YepHO-
CMBa»), AMarHOCTUKN BPOXAEHHOro Hegposa, omdanouene, MoanNKu-
CT03a NOYeK, NOPOKOB PA3BUTUA XeENYA0YHO-KULLEYHOT 0 TPaKTa, a TaKxKe
cuHapoma [ayHa (BMecTe C onpefesieHneM KOHLUEeHTpaLmm cynepokcus-
avcmyTasbl). Mpu nopokax LLHC koHueHTpauma A®I1 Bo3pacTaeT, npu
cuHgpomMe [JayHa, Hao60poT, cHwkaetcs. LLUupoknii ADM-CKPpUHUHT
NnpoBOAUTCA B CPOKU 16—20 Hef 6epeMeHHOCTHN.

YBenuueHune cofepXaHnsa XOPMOHNYECKOro roHafoTpomnMHa yKasblBa-
€T Ha Yrpo3y npepbiBaHus 6epeMeHHOCTM 1 CMHAPOM [ayHa, yMeHbLUeHne
KOHLIeHTpaL1mM 3CTpUOa yKasbiBaeT Ha CUHAPOM JlayHa, a yBenmyeHue
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YacTtb 3. MeanKo-reHeTU4eckoe KOHCY/bTUpOBaHue

KOHLUEHTpaumm 17-0KCMNporecTepoHa CBUAETENLCTBYET O HapyLUEHUU
(hYHKLUN KOPbl HAAMOYEYHNKOB (afjpeHOreHNUTaNbHbI CUHAPOM).

MpexknMHNYeCKas MarHoCTUKa nojpasyMeBaeT BhliBNeHWe reHa 3abo-
NeBaHUs 00 MaHWgecTauuu nepsBbiX CUMNTOMOB, HanpuMmep, B Cly4vasx
[AMarHocTmknM a- u p-tanaccemmn. Takas AMAarHOCTMKa OCHOBaHa Ha
OHK-anarHoctuke.

VIHBa3uBHble MeTOAbI

AMHMOLEHTE3 NMPOBOAAT Ha cpokax bepemMeHHOCTU 0 12 Hea n B 16—
18 Hed. AHaNU3NPYOT aMHUOTUYECKYH XXUAKOCTb (BMOXMMUYECKNIA aHa-
13, UccnefoBaHne KOHUeHTpauun AP®I1, XOpMOHUYECKOTO FOHAA0TPO-
nuHa, acTpuona u 17-OKCUNPOrecTepoHa), Ky/nbTypy KIETOK moga
(kapuoTtun nnoga, buoxmumuyeckas gnarHoctuka, AHK-gnarHoctuka).

Bronicuto xoproHa nposogaT B 8—10 Hef, 6epeMeHHOCTU. AHann3upy-
IOT K/IETKU U TKaHW XOpuoHa. MccnefytoT BCe TO Xe, YTO U MPU aMHUO-
LeHTese, kpome ADTT.

MpoBefeHvie aMHMOLEHTe3a 1 BMOMNCKUY XOP1OHa CBA3aHO C HAUMEHb-
WKMM pucKoMm ans nnoga. Hanpumep, B CeBepHOn AMepuke 3TW MeTofbl
0XBaTbIBAKOT OKOMO 8% 6GepeMeHHbIX XXeHLWWH. C MX NOMOLLbIO BbISBSA-
0T FeHOMHbIe HapylleHus (Tpucomuy no xpomocomam 3, 18 n 21, X- u
Y-xpomocomam), 6onee 100 HacnencTBeHHbIX 60n1e3Hel 06MeHa (601e3Hb
Teqa-Cakca, ranakrosemus, runogoctarasuns, ramkoreHossl I, 11 u
IV TMnoB, nenunHo3, METUAMA/IOHOBAA auuaemMus, TKeblil KOMOUHN-
POBaHHbI UMMYHOAEDULNT, LUTPYITUHEMUS, 4p.).

KopgoLeHTe3 0THOCAT K CTapbiM 1 Hanbosee NpeanoyTuTeNlbHbIM Me-
TogaMm. CyLHOCTb MeToZa COCTOUT BO B3ATUWM KPOBW Mjofa W3 COCYAOB
MynoBWHbI MoA KOHTposiem Y 3. TMpoueaypa KOpLoLeHTesa NpoBoAnTCA
Ha 20-22-ii Hefensix 6epeMEHHOCTM M MOXET ObITb MCMO/b30BaHa Ans
BHYTPUYTPOBHOI0 NeYeHns afpeHoreHUTanibHOro CMHApoMa.

BHyTpunyTpo6Han Tepanus 1 xmpyprua rioga. Oba MeToga npuMeHsoT
BO BTOPOM TpuMecTpe 6epeMeHHOCTH. IMpu ux NpoBefeHnmn OCyLLEeCTBA-
eTcA 6moncus Koxm nnoga (6ynnésHblil anugepmonuns) n 6uoncmsa nna-
LeHTbl. Kpome TOro, aTv MeTofbl NPUMEHSAIOT 419 BBeAEHWNSA IEKapCTBEH-
HbIX NPenapaToB 1 feKomnpeccun (Npu ruapoHedpose v rugpouedannu
nnoja).

MpenmMnIaHTaUWoOHHasA AMarHoCTMKa 0CHOBaHa Ha BO3MOXHOCTAX 3KC-
TpakoprnopanbHoro oniofoTrsopeHms (3KO), cyTb KOTOPOro 3aknoyaeT-
€A B ONIO40TBOPEHUN SALEKNETKM in Vitro, NOAYYeHUN 3UroTbl Ha CTaAUN
4 nin 8 61aCTOMepOoB, U3B/IEYEHMN O4HOT0 U3 61acTOMEPOB Y 3aMOpPaXku-
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BaHMWM OCTaNbHbIX, nonyvyeHun AHK n ee aHanuse Ha Hanuume reHoOB
KOHKPETHbIX HacnefcTBEHHbI* 3aboneBaHWil. B HacTosillee BpeMs BO3-
MO>XHa npevMnaaHTaunoHHAA JmarHocTuka ¢ cnonb3oBaHMeM Mosimme-
pa3HO LEenHOi peakumn c 06paTHOW TpaHCKpuNuuen (CM. YacTb 4).
B cnyyae HopmanbHbIX pe3y/lbTaToB OcTaBlumecs 6n1acToMepbl pasmopa-
XXVBAKTCA 1 NOMELLAIOTCA B MaTKY ANs AaNbHelLLEero passutnsa 6epeMeH-
HOCTW in vivo.

JINCMAHCEPU3ALVISA.
POJIb COLINAJIbHBIX ®AKTOPOB

JncnaHcepusaunsa 60MbHbIX C HACNeACTBEHHOW naTonorueli —cucre-
Ma LieneHanpasfieHHbIX MEPONPUATUIA, NPOBOAUMbIX Ha BCEX YPOBHSX Op-
raHu3auun MeanKo-reHeTUYeCKon NOMOLLM HACENEHWUIO U PErYNMPYeMbIX
HOPMATMBHbLIMU 1 METOLMYECKAMW LOKyMeHTaMu MwuHucTepcTsa 34pa-
BOOXPAHEHWS M COLMANbHOro passuTusa P®. B uncne aTUx MeponpusTuii:

—0T60p Ha OCHOBE AMarHOCTUYECKUX MPOrpamm KOHTWHTEHTOB
GO/IbHBIX U UX CEMEN, MOANEXALLUX JUCTIAHCEPU3aALLUU;

—OnpefefieHe OpraHn3aunMoHHbIX YOPM TeEKYLLEro HabnLeHWs
(4acToTa HabnOLeHNS B 3aBUCMMOCTU OT XapakTepa naTonorum,
BO3pacT 1 COCTOSAHWe BOJILHOrO);

—onpegeneHne 06beMOB KNMHUKO-1ab0paToOPHbIX U CneunanbHbIX
METOLOB MCCNeoBaHNsA (OCMOTPbI Bpayeli pasnnyHbIX crneunanb-
HOCTE MO NOoKa3aHusM);

—OonpejeneHne KoMMaekca neqyedHo-0340p0BUTENbHBIX MEpoNpus-
TWA, CNOCOGCTBYIOLLMX ONTUMANbHOMY Pas3BUTMIO  60/bHbIX
[eTei;

—OKasaHne MeAuKo-eoUManbHOM nomowwy 60nbHOMY npobaHay
(NpogeccnoHanbHas OprveHTauMs U couumanbHas ajanTtaums B
3aBMCUMOCTM OT XapakTepa naTonoruu, onpefefieHne COOTBET-
CTBMS COCTOSHUA 3[40P0BbA KPUTEPUAM WHBANUAN3ALNN).

Cuctema gucnaHcepusaumm Takxke npegycMaTpruBaeT OCYLLECTBIEHNE
N1aHOBOM0 AMHAMWUYECKOro HabnwgeHns 3a 6amkannMm poLCcTBEHHN-
KamMn 60MbHbIX AeTeid, M0 OTHOLIEHWIO K KOTOPbIM NMPUMMEHSETCS BeCb
KOMMJIEKC ANArHOCTUYECKU* MEpPONpUATMIA U CPeACTB, CMOCOBCTBYHOLLMX
paHHEMY BbISIBIEHUIO aHa0MMYHbIX 3a60/1eBaHWi, ONpeaeneHunto retepo-
3MrOTHOrO HOCUTENbLCTBA FEHOB 60/1€3HM, NPOCNEKTVBHOMY M PETPOCMEK-
TUBHOMY MEAMNKO-TEHETUYECKOMY KOHCY/bTMPOBAHMIO.
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YacTtb 3. MeanKo-reHeTu4yeckoe KOHCY/bTUpOBaHue

Heo6xo4uMoli OCHOBOM (DYHKLIMOHMPOBAHUA CUCTEMbI AWCNAHCEPU-
3aL1m BNSETCA NPEEMCTBEHHOCTb Hab/MIOAeHMS 32 60/bHBIM NPO6aHA0M
Ha pa3HbIX YPOBHAX OKa3aHWA CMeuuanu3vpoBaHHON MOMOLLM, 0COBEH-
HO NPeeMCTBEHHOCTb aKyLUEPCKON, NeanaTpuyeckoli i MeanKo-reHeTu-
yeckoii cnyx6. C 3Tol Lenblo paspabaTbiBalOT HOBbIE (HOPMbl MeULIMH-
CKO [OKYMEHTaUUW: KapTbl AMCMNAHCEPHOro HabnogeHMs 3a 60NbHbIM
pebeHKOM U YfeHaMU ero ceMbM (FeHeTUYeCKUiA BKMafblll B UCTOPUIO
60ne3HN, reHeTMYeCKas KapTa, KapTa (heHoTMNa W Ap.); nepefaTOYHbIN
(3TanHbIiA) aNUKPU3 13 JEeTCKOI BO B3POCNYH MOAMKAUHMWKY; KapTbl re-
HETWUYECKO MH(opMaL MmN AN POANTENENA, Bpayeil u NOCeTUTENEN XKEH-
CKMX KOHCYNbTaLWiA U pOANIbHBIX JOMOB, W3BELLaloLLiMe O BbICOKOM pU-
CKe poXAeHus 60NIbHOro pebeHka, 1 T.M.

PeanbHOW MepcneKkTUBON AMCNAHCEPHOro HabMAeHNs 3a CEMbSMU
60/bHBIX C HAaCcNejCTBEHHON NaTo0rneit ABNSeTCA CoO34aHNe PernoHab-
HbIX ((he4epanbHOro) perncTpoB Ha OCHOBE KOMMbKOTEPHbIX 6a3 JaHHbIX 0
COCTOSIHUU 340POBbS 6OMbHBLIX NPOBAHA0B M KX GAMKAKLLNX POACTBEH-
HWKOB, a B fa/lbHeliLLeM —C03JaH1e reHOMHOrOo 1 MPOTEOMHOr0 Nacnop-
Ta Kaxaoro 601bHOr0 MHAMBMAA. Bonpockl NNaHWPOBaHMS CEMbU U pe-
MPOAYKLUM Hafo peLlaTb He TOMAbKO MyTeEM 3ampeToB WM, HaoboporT,
paspeLUeHnii Ha MegULUHCKUE abopTbl, HO TaKXKE MyTeM MOBbILLEHUS 3¢ -
(heKTMBHOCTM KOHTPaLEeNTUBHbIX NpenapatoB. B nepeyto ouepesb cnegy-
eT NponaraHAMpoBaTh reHeTUYeCKNe 3HaHWS CPefM HACeNeHUs N caMmux
Bpayell, a TaKKe CBOEBPEMEHHO WMH(OPMUPOBATL UX O BO3MOXHOCTAX
MOJNEKYNIAPHOA MeAMLUHBI MO NIEYEHUIO U MPeAyNpexXaeHnto Hacnep-
CTBEHHOI NaTonoruu.

Kak 13BecTHO, HacnefiCTBEHHbIe 3a60/1eBaHNs MOKa He U3Ne4nBarT-
ca. Tem He MeHee fiae He YCTpaHeHWe, a KOPPEeKLUSA TOr0 UM UHOTO ae-
(heKTa MOXET 06ECMeYnTb YeTOBEKY aKTUBHYHO XU3HELEATETbHOCTb.

Elle oanH npocTeinii nyTb NPOoMNaKTUKN HACNeCTBEHHbIX 3a60-
NeBaHWiA NEXUT B peann3aumm coLmansHbIX MeponpuaTuii. BeposTHOCTb
poXfaeHus pebeHKa C HAcNeACTBEHHOW WM BPOXAEHHOW NaTonorueit
YBE/IMYMBAETCS C BO3PacTOM POAMTENEN, B MEepBYH Ouyepedb MaTepu.
PasyMHas rocyfapcTBeHHas MOMUTMKA B OTHOLUEHUWM MOMOALIX CEMEN,
MOOLLPEHNE POXAEHNS Y HUX AeTeil B MOMOAOM Bo3pacTe (MpefocTaBne-
HWe NIbFOTHOTO MW GecnNaTHOrO XWMbS, KPeAUTOBaHME U p.) NpuBeaeT
K 03[0POB/IEHNI0 HACE/IEHNs, eCIM COLMabHaa NoNMTHKa, NMPOBOAMMas
rocyfapCTBOM, MO3BOIUT OCYLLECTBUTL MEPOMPUATUS, HanpaBeHHble Ha
yAyuLLEeHNe COCTOSHMS 340P0BbSA ByAyLIMX pOAUTENeHA, MPOPUNAKTUKY 1
PaHHIOK0 AMAarHOCTUKY HaCNeACTBEHHbIX 3a60/1eBaHNIA.
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Hy>HO elue3a3 HanoOMHUTb, YTO MEANKO-TEHETUYECKOe KOHCYNbTH-
poBaHWe CTa4MBaeTCH He TOMbKO C MeAULMHCKUMU, HO U C 3TUYECKNU-
MK npobnemam:. B pofocnoBHOW Nloaeli, ABAAIOLWNXCA FOPAOCTbIO Ye-
NOBEYeCTBa, HCefk 0 0OHAPYXKMBAETCS OTArOLWEHHOCTb N0 3NUIENCcHu,
LWN30(PPEHNN TAPYTUM MCUXMYECKUM 3a60neBaHUAM. M3BECTHbI cny-
yay Takux 3a60.eBaHuIi y BblgaloLwmxcs nogeii: Ban Mora, [JocToeBCcKo-
ro, HotoToHa, tniguie (MO ero BbIPaXEHWUO, HALO UMeTb B cebe xaoc,
4yTo6bl POAMTL aHUYLWY0 3Be3ay), LoneHrayspa v gp. Ecam 6b1 ne-
[LAHTUYHO OCYHeCrB/fN0Ch MEANKO-TeHETUYECKOE KOHCY/bTUPOBaHMe,
He 6b110 Obl MIOTUX NIOAEN, KOTOPble COCTaBAAIOT AyXOBHOe 60raTtcTso
Hapo.0B.

Paccka3blBaoT Takyl uctoputo. Ha HayuHOoMm cobpaHuu creyman-
CTOB MO MeAMIO-TEHETUYECKOMY KOHCY/bTUPOBaHWIO 6bln 3ajaH BO-
npoc: «MNpeacTeblie cebe, KOMeru, YTo K Bam Ha NPMEM MPULLAA XKEH-
WwurHa, eii yx( 6onbwe 40 net, npeabigywme 6GepemMeHHOCTU Obin
HeYLaYyHbIMU, HPK — XPOHUYECKMNIA ankoronmk. Kak Bbl OLEHUTE PUCK?»
Peakuns ayant3puu 6bina 04HO3HAYHON — 6epeMeHHOCTb XXenaTenbHo
npepeatb. K cacTblo, 3Ta XEHLMHA XWUNa B TOM BeKe, KOrfa eLle He
6blN0 MEeAMKO-'eM eTLUECKOr0 KOHCY/bTMPOBaHUA. PebeHOK poawnncs.
370 6bIN BeTxoeH.
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YacTtb 3. MeagnKo-reHeTMYeckoe KOHCY/bTUpOoBaHue

N

10.
11.
12,

KOHTPOJIbHBIE BOMPOCHI

B kakux cnyuyasax uenecoobpasHo obpalleHne B MEAWKO-
reHeTUYECKYH KOHCYbTaLuio?

MoyeMy HeO6X0AMM aHann3 PpoLOC/OBHON?

B Kakmx crnyyasax peKOMeHAyeTcs npeHartasbHas AuMarHocTuka?
Kakve meTobl NpeHaTanbHOM 4MarHOCTUKM Bbl 3HaeTe?
MpvBeanTe Npumepsbl, Korga 6narogaps CKPUHWHIOBOWA AMarHo-
CTUKe y[aeTca NpefoTBPaTUTL PasBUTUE TAXKENbIX HACNeLCTBEH-
HbIX 3a60M1eBaHWiA.

B yem 3akn0vaeTcA nepuKoHUENLMUOHHAA npodunakTnka?

OT Kakux (hakTopoB 3aBMUCUT COCTOSIHME 3[J0POBbS YeNnoBeKa?
Ha3o0BuTe rnasHble 334a4M MeAUKO-TeHETUYECKOro KOHCY/bTU-
poBaHus.

Moyemy cocTaBfieHWe POLOCNOBHON CUMTAETCA OHWM U3 BaX-
HeMLWnX MEeTOA0B, NPUMEHAEMbIX BPaYOM-TeHETUKOM?

C NOMOLLbIO YErO MOXHO MOMTYYNTb 060CHOBAHHbIA MPOrHO3 NpK
KOHCY/IbTUPOBaHUW MYNbTU(aKTOPMaNbHbIX 3a60/1eBaHNA?

B yem rnaBHble ycrnexu NpeHatanbHOW AMarHoCTUKN?

UTo npegycmaTpuBaeT 3KOIOM0-reHeTUYeCKNin nogxoa?

KakoBbl MeTOfbl NPeHaTanbHOM 4UarHOCTUKN?



MPUNOXEHWE



A1A CAMOCTOATE/IbBHOIO U3YYEHNA

NABOPATOPHbIE
METO/Abl AVMATHOCTUVKN
HACNEACTBEHHbIX
EONE3HEN

UNTOMEHETUYECKVE METOAbI

NTOTeHETUYECKOE wnccnegoBaHNE BKIKOYaET
cneaytouimne oOCHOBHbIe CTaann:

—T0/1y4yeHne npenapaToB meTadasHbIX XpPo-
MOCOM M3 NUMQOLMTOB Nepudepnyeckoi
KpOBY;

—OKpallvBaHWe Npenapatos;

—MWKPOCKONUYECKNA aHanm3 1 06paboTka
pe3y/nbTaTos.

[na nonyyeHus npenapatoB XpOMOCOM B 3a-
paHee MPUroTOB/IEHHbIE CTEPU/bHBIE NMPOBUPKN C
renapMHoOM BHOCAT 5-6 MN KPOBM W 3aKpblBatoT
CTepWIbHOW Npo6Koii. [1ns NOCTaHOBKY KynbTypbl
06bIYHO WCMOMbL3YIOT LEMbHYI0 KPOBb, MOXHO
TaKkXe MCMOMb30BaTh Maasmy, 060raweHHyo nei-
KouMTamu. B COOTBETCTBYIOLMX NOCOOMAX U py-
KOBOLCTBaX MeTOAbl LMTOreHeTUYECKNX UCCeno-
BaHWl onucaHbl JOCTATOYHO NOAPOGHO, OTMETUM
NN 0BLLYIO CXemy.

MonyyeHHyto KpoBb (0,5 Mn Ha 4,5 Mn KynbTY-
pasibHOI CMecn) KynbTUBUPYIOT B TepMocTaTe npu
Temneparype 37 °C. KynbTypanbHas CMecb COCTO-
UT M3 nuTaTenbHoi cpepbl (Tuna RPMI-1640,
Wrna unn 199) c go6asneHnem 15-17% cblBOPOT-
K1 (KpynHOro poratoro cKoTa, TeNnsaybein uam am-
6puoHanbHO Tenaubein), 2 MM rayTaMUHOBOINA
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MpunoxeHune

KUCNOTbl W aHTM6aKTepuasbHbIX MpenapaTtoB (6eH3MNAMEHNLUANNH
100 ME/mn, ctpentomuumH 0,1 Mkr/mn). B Hopme numdoumThl npak-
TUYECKN He JensTcs, T.e. HaxXogaTcs B cTaguu GO KNeTOYHOro LUMKna.
[ns Toro utobbl nepeBecTn WX B cTaguio G,, B KyNbTYpa/lbHYKO CMeCb
Heob6xoAMMO [06aBUTb (UTOreMarrlOTUHWH, CTUMYNUPYIOLWKA nNpo-
Lecc geneHus. VIHTepdasHble XPOMOCOMbl HEBO3MOXHO Habnogath B
06bIYHbIA CBETOBOW MUKPOCKOM, a BOT B MUTO3€ Mpu feneHnn bnaroga-
ps BbICOKOV CTEMEeHW KOMNAKTU3aLuy XPOMOCOMbI CTAHOBATCS BUAM-
MbIMW. [IN HaKoNAeHWs KNeTOK Ha cTaauv MeTagasbl MUTO3a UCMOSb-
3yl0T MHIM6MTOPLI 06pa3oBaHNA BepeTeHa AeNeHns — KONXWULMUH Uan
Konuemug,.

Mo OKOHYaHMM MHKY6aL MM NPOBOAAT (PMKCALMIO CMECbI0 MeTaHONa U1
NeAsAHOl YKCYCHOW KUCNOTbl B COOTHOWeHUM 3:1, HO nepef ukcaumei
KMeTKW BblAepXMBalOT B TMMNOTOHWUYECKOM pacTBOpe Kanua xnopuga
(0,56%); BpeMs TMMNOTOHMYECKON 06paboTKM AO/MKHO cOCcTaBnsaTb 20—
25 MyH. Tlocnie HECKOMbKUX CMEH (hmKcaTopa KNeTOUHbIA 0CagoK npnob-
peTaeT 6enblii UBeT. [pn nocnegHeil NPOMbIBKE YAANAKOT CYMNepHATaHT,
0CcTaBnas npumepHo 0,25—0,5 M1 KNeTOYHOI CYCMEeH3MN.

OfHVM 13 yCnoBWiA ANA NONYYEHUS KayeCTBEHHbIX MpenapaToB Xpo-
MOCOM fIB/ISI€TCA MOArOTOBKA NPeAMETHbIX CTeKoN. [oBEpPXHOCTb CTeKna
[0/MKHA BbITb MAganbHO UMCTOM. KneTku TWaTenbHO pecycneHaupytoT B
OCTaBLUeMCS (PUKCATOpe C NOMOLLbI0 MAacTEPOBCKOW MUMETKW, KNeTou-
HYIO CYCMEH3MI0 HAHOCAT Ha MPeAMETHOE CTEK/I0 U BbICYLLMBAIOT €ro.

Bpems KynbTUMBUPOBAaHWUSA 3aBUCUT OT MOCTaBfIEHHON 3ajayn. Tak,
Npu aHanu3e KapuoTmna OHO COCTaBASAET 72 Y. ITO BpeMs COOTBETCTBY-
€T HaCTYM/JeHWI0 BTOPOro MMTO3a, KOrfAa 4MCio KNeToK yABauBaeTcs.
Mpu ncnonb3oBaHMM LMTOrEeHeTMYECKOro MeTofda ans uenein 6mofosun-
MeTpun (06 3TOM HUXe) HeOBXOAMMO aHaNU3MPOoBaThb K/eTKW, NPoXo-
OAlWne nepsoe geneHve. B aTom cnyyae BpeMs KyNnbTUBUPOBaHWA CO-
cTaBnseT 0Kono 50 4 ¥ BapbMpyeT B HE3HAUMTENbHbIX Mpegenax AN
KaXX4o0i nabopaTtopun; KpoMe TOro, CyLLeCcTBYHOT MHANBMAYA/bHbIE KO-
nebaHus.

Mpy pyTUHHOM (CTaHAAPTHOM) OKpaLlMBaHUW KpacuTenemM PoMaHOB-
CKOro—F1Mm3a Bce XpOMOCOMbI OKpalleHbl paBHOMepHO. B aTom cnyuae
MOXHO OnpeAenvTb YMC/OBbIE MyTaLWW U Takne NepecTpoiikun, Kak au-
LEHTPWKM, NapHble U OAMHOYHbIE PArMeHTbl, LEHTPUYECKNE U aLeH-
TpU4Yeckme Kosblia, XpomaTuaHble abeppaumun. ONbITHbIA LUTOreHETUK
MOXeT 06HapYXXWTb M aHOMaJTbHble XPOMOCOMbI, BO3HUKLLWE B pe3y/bTa-
Te MHBEPCUW UM CUMMETPUYHOI TpaHcnokauuu (puc. 1).
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Puvic. 1 PyTHHOE OKpalLMBaHye XPOMOCOM

[ns 6onee geTanbHOrO aHann3a NPUMEHSOT AuddepeHunanbHbie Me-
TOAbl OKpallMBaHusA. Kaxgas XpoMocoMa MMeeT MpuUCyLLme NNLb el He
TOMbKO [/IMHY U COOTHOLUEHME MY, HO W YHUKa/IbHOEe YepeaoBaHue
Yy4acTKOB 3yXpOMaTvHa 1 reTepoxpoMatmHa. bnarogapsa atomy nocrne cne-
UnanbHoi 06paboTkn nonockl (63HAbI) OKPALMBAlOTCA B pasHble LBETE;
OKpacka XpOMOCOMbl HanoOMMWHaeT LITPUXKOA. Takum 06pa3om, CTaHo-
BUTCA BO3MOXHbIM BbISIBUTb BECb CMEKTP XPOMOCOMHbIX abeppauuii B
npeaenax paspeLLeHuns, onpesensieMoro WupKMHOW nonoc (puc. 2).

Puc. 2. AuddepeHumanbHoe okpalumBaHue xpomocoM (G-banding)
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MNpuwioxeHve

Bo Bpems KyNnbTWBMPOBAaHUA B KyNbTypa/bHYH CMeCb MOXHO f06a-
BUTb U30bITOYHOE KO/MMYecTBO bpompaesokcuypuanHa (BY AP — aHanor
TUMUAUHA). BY /P 6yneT BCTpamMBaTbCs BO BHOBb CUHTE3MpyeMble Lienu
OHK, 1, COOTBETCTBEHHO, B K&XJ0 XPOMOCOME KNeTOK BTOPOro MMTO03a
B OJHOI M3 XxpomaTug obe HUTU ABYHMTeBOI monekynbl AHK 6ygyT co-
fepxatb ToNbKo BY /1P BMecTo TMMUAMHA, a B APYroi —TO/MbKO 0fHa 13
HWX, a fpyras, NoCcNyXuBLIas UCXO4HONW MaTpuLeit, BydeT cofepxaTb TW-
MuamH. Mocne okpalvBaHMs OfHa M3 HUX MPUOBPETET CBET/YIO OKpa-
CKy, a Apyras — TeMHYI0 (TaK HasblBaeMble ap/eKNMHOBble XPOMOCOMbI).
3TOT MeTOZ NO3BONSAET YBUAETb 0OMEHbI MEXAY CECTPUHCKMMMN XPOMATK-
famn (CXO —CcecTpuMHCKME XpOMaTuaHbIE 0OMEHBI).

XpomMocoMHble abeppauun B nnmouuTax nepuepryeckoin Kposu
MOXHO paccMaTpuBaTbh Kak MHAMKATOP MyTareHHoro osgeinctaus. Cy-
LLLECTBYHOT HEKOTOPbIe 0CO6EHHOCTU. Tak, Mpy XMMUYECKOM MyTareHese
yalle 00pasyloTCA CecTPMHCKME XpoMaTuaHble 06MeHbl M abeppauuu
XPOMaTULHOro TMna; 414 pagnaLMoHHOIO MyTareHesa XxapakTepHbl abep-
pauuy XpOMOCOMHOr0 Tuna. BaXKHO OTMETWUTb, YTO YacTOTa XPOMOCOM-
HbIX HAPYLLUEHWIA CYLLLECTBEHHO MOBbILIEHA Y KYyPU/bLLUKOB.

CyLLeCTBYET KONMYECTBEHHAS 3aBUCMMOCTb MEXAY YacTOTOW XpOMO-
COMHbIX abeppauunii U [030i 061y4YeHNs; KpOMe TOro, KpuBble [L03a-
3dheKT, NONyYeHHbIe MPU 06/1y4eHNM in vivo (gaHHble HabnAeHNI 3a
nayueHTaMmu, NpoLeflWwvMn Kypc paguoTtepanuu, 3a npogeccuoHana-
MW, NofBeprawwuMmca paguaLnoHHOMy BO3AeNCTBUIO B X04e npogec-
CUOHANbHON [eaTeNbHOCTM MO0 BCNEACTBME paguaLMOHHbIX aBapuii) u
in vitro (3KCNepuMeHTbl C KNeTOYHbIMW KynbTypamu) cOBMajaroT. 3Tn
[Ba 06CTOATENbCTBA CAENaNM BO3MOXHbBIM MCMOMb30BaTh YacTOTY Xpo-
MOCOMHbIX abeppaumnii (QULEHTPUKOB W KOnew) A4Nns ueneii éuonornye-
CKOW go3umeTpumn. KpoBb LMPKYNUpYeT MO BCEMY OpraHusmy, u npu o6-
nyyeHUn noboi yacTu Tena NMMMEOoLMTLI NOLBEPTHYTCS BO3AENCTBUIO.
Oka3anocb BO3MOXHbIM 3apaHee B nabopaTopuu MOAyUYUTb rpasympo-
BOYHYI KPMBYH [03a-3p(heKT AN 4acToTbl abeppauuini  XpomMocom
onpejeneHHOro TMNa, XapakTepHoro 418 pagnaLMoHHOro BO3AencTaus,
a MoTOM MCMNO/b30BaTh ee A5 KONNYECTBEHHOIO OnpeAeneHns 4o3bl 06-
NyYeHWs nocTpagaBLinX. BaXHO 1 TO, YTO aBTOMATUYECKMN YUUTLIBAIOT-
CA pasnnunsa B pafmoyyBCTBUTENBHOCTM KNeTOK nogeid (puc. 3. Mpuno-
XKEHUE, CM. LB. BK/EWKY).

MomMnMMO MMM OLNTOB A1 NPOBEAEHNS LMTOreHeTNYECKOro aHannsa
MOTYT MCMOMb30BAaTLCA U APYrue TKaHW, Hanpumep, KOCTHbIA MO3r, (u-
6pob6nacTbl KOXW; NpW MPOBEAEHNW NpeHaTabHOW ANarHOCTUKN NPOBC-
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OAT UMTOreHeTMYeCcKoe 1ccnefoBaHne XOpnoHa, B OHKOIOTUN 06BEKTOM
NCCNefoBaHNA CNYXaT OMyX0/eBble KNEeTKN.

B nocnefHue rogbl Bce 60nee LIMPOKOE pacnpocTpaHeHue npuobpe-
TaeT MeTOf, KOTOPbI MOXXHO Ha3BaTb MONEKYNAPHO-LUTOreHEeTUHECKNM.
Peub nget o yopecueHTHOI rubpugusayunm in situ {fluorescence in situ
hybridization)-, no nepebiM 6yKBam MeTof nosiyumn HassaHue FISH. Me-
1o FISH ocHoBaH Ha cnoco6HocTy xpomocomHoin AHK (AHK-muweHb)
CBSI3bIBATLCA B OMPESENEHHbIX YCIOBUAX C (hparmeHTaMmn medeHHoin JHK
(OHK-30H4), BKIOYAOWMMU HYKNEOTUAHbIE MOCNef0BaTe/IbHOCTH,
KoMmnneMmeHTapHble AHK-MuweHu.

MpegmeTHbIE CTekna ¢ MeTadazammn 06pabaTbiBalOT TaknuM 06pas3om,
4yTOObI MPOM30LLA AeHaTypaumus (pacxoXaeHne HUTeR LBONHON cnupa-
nn) AHK. 3atem Ha CTeKI0 HaHOCAT B M30bITOYHOM KO/IMYECTBE 3apaHee
MPUrOTOB/IEHHbIE MPO6bI — KOMMEMeHTapHble MOC/eA0BaTENbHOCTY
OHK, cogepxalyme hnyopecLeHTHY METKY, KOTOPbIe B3aUMOAEACTBYIOT
C OHOHWTEBLIMW CTPYKTYpamMu, 06pasys Xpomatuipl, 0fHa HUTb KOTOPbIX
coctonT u3 meveHon AHK, a gpyras — «obbl4yHas» (McxogHas). Mocne
OKpaLlMBaHUA (h1yopecLEeHTHbIM KpacuTeneM MeyeHas XpomMocoma oT/u-
YaeTcs Mo OKpacke OT OCTa/bHbIX. AHaNU3 NPOW3BOAUTCA C UCMOb30Ba-
HWeM (hlyOpecLEeHTHOr0 MMKPOCKONMa CO CreLmanbHbIMU (UIbTpamMu.

Ocobas npakTnyeckasa 3HaunmocTb FISH-meToa cBsi3aHa C BO3MOX-
HOCTbIO eTeKLUU METOK He TOMbKO Ha MeTadasHbIX MJacTUHKax, HO U B
NHTEPdAa3HbIX KNeTkax. 3T0 CYLECTBEHHO PacLUMPAET rpaHnLbl ero npu-
MEeHEeHMS.

MeTKM MOryT 6bITb CNeLUMUYHbI U COEAUHATLCA NMBO C LienbIMU XPo-
mMocomamu, Mo ¢ nx hparMeHTaMu; CyLLECTBYHOT CneLnanbHbie METKH,
COOTBETCTBYIOLIME LeHTpomepam. 30HAbl, ucnonb3yemble B FISH-
MeTOZe, NoApas3fenstoT Ha:

—CEP — Chromosove Enumerator Probe, XpoMOCOMHbIe HyMeHaTo-
pbl NN LEeHTPOMEPHbIE 30HAbI;

- LSI —Locus Specific Identifcator, nokyc cneyuduyeckme 30HAbI;

- SubTel — Subtelomere specific, cy6TenomepHble 30HAbI;

—WCP — Whole-Chromosome-Painting, 30HAbl MO/HOr0 OKpaLlu-
BaHWs XPOMOCOM, LiefIbHO-XPOMOCOMHbIA 30HA,.

Ecnu mMeTKM COOTBETCTBYIOT LIENIO XPOMOCOME, MpW LMTOreHeTuye-
CKOM aHanm3e BbICTPO U HECNOXHO ByfeT YCTaHOBUTb Hann4umne 3Toi Xpo-
MOCOMbI B KapuOTUME, a TaKXKe YBUAETb, y4acTBYeT /in OHA B TPaHC/0Ka-
LUMAX UK SpYruX NepecTpolikax, 3aTparvBarolwmnx u apyrue XpomMocombl.
Tak, Npu NpoBejeHNN NpeHaTanbHOM ANarHOCTUKN BO3MOXHO C 60/1bLLON
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MpunoxkeHne

[LLOCTOBEpPHOCTbIO YBUAETL TPMCOMUY MO Xpomocomam 21, 13, 18, yucno-
Bble MyTauMK, 3aTparvBalrolLye MoJsioBble XPOMOCOMbI, a TaKXe onpeje-
NnTb non byayuiero pebeHka (Kak M3BecTHO, HEKOTOpbIe 3a60/1eBaHNA AB-
NAKTCA CLUEnNeHHbIMK ¢ nonom). LieHHocTb FISH-meToda cocTonT eLe u
B TOM, YTO OH MPUMEHUM He TO/NbKO K K/IeTKkam B MeTadase MuTo3a (K co-
XKaneHuto, B pafe cnydyaes MnosiyvyeHve AO0CTaTOYHOrO KOJSIMYecTBa TakuX
K/IETOK MPo6/1eMaTUyHO), HO U K MHTEP(A3HbIM K/IETKaM.

BecbMa MHTEPeCHbIM NPefCcTaBAaeTCcs UCMOoIb30BaHWEe MHOTOLBETHbIX
30HA0B. [19 NOAYyYEHUsi MHOTOLBETHON (hTyOpPEeCLeHTHOIA in situ rmbpu-
amsauymm (24-uBeTHblin FISH) BnonHe goctatouyHo 5 (hlyopoXpOMOB.
Xpomocom-cneymuyeckne AHK-6MGNMOTEKUM METAT YHUKaNbHbIMU
KOMOMHaLmMaMu Tpex (hyopoxpomoB. B pe3ynbTaTe (hyOpecueHTHON in
situ rmbpuamsaunm Kaxaol XpomMocoMe Ye/oBeKa COOTBETCTBYeT CBOW
ncesgouget (puc. 4. MpunoxeHne, CM. UB. BKIEIKY).

MeTog MHOrouBeTHOro 63HAMHra xpomocom 4enoBeka (RXFISH)
NCNONb3yeT KOMOUHALUIO Tpex 1 6osiee pIyopoxpomoB, YTO obecreym-
BaeT [AOCTaTOYHOe pa3Hoob6pasve nceBfoLBeToB. OHWM CneuupuyHo
OKpaLLMBaKOT OTAEe/bHbIE PalioHbl XPOMOCOM, CO3[aBas UX LBETHYH MC-
yepyeHHOCTb (puc. 5, cM. UB. BKeliky). B oTnnune ot RX¥ISH, MmHoro-
LBETHbIi BbICOKOpA3peLlatoLwnin 63HAMHT NpejHa3HaYeH He 414 NOJSHO-
ro aHanusa BCEX XPOMOCOM, a A1 NPOBefeHWs [eTasbHOro aHanusa
O[IHON U3 HUX.

MOJIEKYNAPHBIE METOAbI ANATHOCTUKN

MonekynsapHble MeTofbl AUArHOCTUKWN Harnpas/ieHbl Ha ONpejeneHune
CTPYKTYPHbIX U (DYHKLMOHA/bHbIX HAPYLIEHWNA O4HOI0, HECKONbKKX re-
HOB WK BCEro reHoma B LenomM. OnpeseneHne CTPYKTYPHbIX HapyLLeHWI
OCHOBAHO Ha OLleHKe NepBMYHOI NOCNeA0BaTEIbHOCTU OCHOBAHWI B UH-
TepecyeMoMm (parmeHTe AHK. ®yHKLMOHaNbHOE COCTOSHWE T[EHOB
onpegensieTca no CTerneHW WX 3MUTEHETUYECKOro PErynvMpoBaHUMN UMK
YPOBHIO 3KCMpeccuu.

BroT-rubpuaysaums

OgHum 13 nepsbix MeTogoB AHK-guarHoCTMKM ABNSETCA METOA
6noT-rnbpugusatun, npegnoxeHHold B 1975 r. CaysepHom (puc. 6).
B ocHOBY MeTofa MOM0XeHa KOMMIEMeHTapHOCTb 30H40B — U3BECTHbIX
OfHOHMTEBbLIX NocnegoBaTensHocTeld AHK, MeyYeHHbIX pagnoakTUBHON
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METKOW, K 0gHOHMTeBOI aHanuaupyemoii AHK. MepeoHavansHo AHK,
BbIZENEHHYI0 W3 TKaHei UM KynbTyp KNeTOK, ANS NOAy4YeHUs KOPOTKUX
thparmeHTOB 06pabaTbiBalOT pecTpuKTasamu, T.e. (hepMeHTamu, paspesa-
owumn AHK no onpegesnieHHbIM MOC/EA0BATENIbHOCTAM HYK/1E0TUAO0B.
PasgeneHne nonyuyeHHbIX parmeHToB AHK ocyLlecTBnslOT METOLOM
anekTpodopesa B refie B yCNOBUAX MAFKOM feHaTypauun. 3ateM refib, Co-
JepXawuin pasnnyHble ¢parmeHTbl muccnegyemoid AHK, nepeHocsaT u
(hPMKCUPYIOT C NOMOLLbIO METOAMYECKMX MPUEMOB, pa3paboTaHHbIx Cay-
3ePHOM, Ha LieNINI0M03HYI0 OCHOBY, NOC/E Yero MHKY6MpYoT C MeYEHbIMY
OHK-30Hgamun. bnarogapsa npvHUMNY KOMMJeMeHTapHOCTU 30H[ CBf-
3blBaeTCA C COBMajaroLMMM  MOCNEef0BATENIbHOCTAMU  HYK/Ne0TU0B
nccnegyemoii AHK v ocTaeTcs Ha LeNHN03HO 0CHOBE noc/e ee 06usb-
HOro npombiBaHMA. [Mocnefyloulas asTopaguorpadgus rno3BosseT ycra-
HOBWTb Ha/MunMe MHTepecyembix (parmeHToB AHK B aHanu3npyemoi
npo6e.

pecTpukTupytowas

Puc. 6. bnoT-rmbpuamsaums no CaysepHy



MpunoxkeHune

[0 OTKpbITMA NOAMMEpPasHOn LenHoW peakuunm wmetog 610T-
rnépugmnsaymm no CaysepHy Obln OCHOBHbIM METOAOM WCCNef0BaHUA
OHK. B HacTofwee BpeMs NPUHLUMLI JaHHOTO MeToAa UCMOb3YHT MNpu
FISH-aHanu3e n AHK-unun gruarHocTtuke.

MonumepasHasa uenHasa peakuys

Knaccuueckas nonvmMepasHaa uenHas peakuus (MLP) — meTog am-
nanukaunmn nHTepecyemblx parmeHTos AHK in vitro.

MonumepasHasa LenHasa peakuus 6blna npepioxeHa B 1983 r. Kapu
Mannucom. MNpegnoxxeHHas MeTOAMKA OKasanacb JOCTaTOYHO NPOCTON B
MCMOJIHEHMM N MOT/1a ObITb MCMOMb30BaHa A4/ LUMPOKOTO Kpyra uccneno-
BaHWiA: HapaboTku Heobxogmmoro konuuvecTBa AHK ana nocnepytoLimx
ncecnefoBaHuii, ana ngeHTudukaymm nckomori AHK B npo6ax, nayvexums
MyTaumii. M 4To camoe BaXKHOe —Ha MOMEHT ee CO3[aHus CyLLeCTBOBa/M
0TpaboTaHHble TEXHONMOTUW AN NONyYeHUs HeobXOAMMbIX COCTaBANO-
WX 4N ee BbIMOMHEHUA. B camMoe KOPOTKOE BPeMs MeTOAMKa mosiyymnna
LUMPOKOEe pacnpocTpaHeHue, a cam aBTop B 1993 r. 6bin ygocToeH Hobe-
NEBCKOI NpemMumu.

B ocHoBy TMPLL nonoxeHbl cnefytouime XMMmyeckue n gusnyeckue
csovictea HK, nonvmepassl U HyKNeoTnoB:

—leHaTypaums aByXLenoveuHon cTpyktypbl AHK npu Temnepaty-
pe 94 °C u BblLLE;

—TepMocTabunbHOCTb onpegeneHHbix AHK-nonvmepas, coxpa-
HAOLW WX CBOK aKTUBHOCTL npu Temnepatype 94 °C v BblLle;

—KOMNEMEHTaPHOCTb HYKNEOTUAHbIX OCHOBAaHMIA.

MonvmMepasa MOXKET OCYLLECTB/IATL KOMMIEMeHTapHOoe MpucoesnHe-
HVe HYKNeoTuaa K oqHoHUTeBoMy dparMeHTy JHK TOoNbKO Npy Hanuunm
KaKoro-mobo ee ABYHWUTEBOr0 (hparmeHTa. MocnegHee B MLLP gocturaet-
CA BBEEHVMEM B peakuWto ONUTMHYKNeOTUAbIX MOCNef0BaTeIbHOCTEN,
KOMMNIEMEHTAPHbIX NPOTMBOMONOXHbIM KOHL,AM pasHbIX Lienei nCKoMO-
ro ¢pparmeHta AHK, Tak HasbiBaeMbIX NpaiMepoB.

Takum o6pasom, MLLP Bo3MOXHa Npy HaNN4mm:

—yCcKoMOW (maTpuyHoin) AHK-muweHu;

—MCKYCCTBEHHO CUHTE3MPOBaHHbIX NpaliMepos;
—TepmMocTabunsHoi AHK-nonmmepasbl;

—ueTblpex fe3okcupuboHykneonaos (dATP, dTTP, dGTP, dCTP).

TeopeTnyeckun, Ana uHuumaumm amnamdukauun OAHK meTogom
MLLP foctaTo4HO Aaxke O4HOM MOMEKY/bl UKW e UCKOMOTO (pparMeHTa.
O6bIYHO AN NPOBEAEHNSA peakLun Ncnonb3yT gparmeHTsl AHK anm-

172



Hoin oT 100 go -1000 n.H. Ana nonydyeHus dparmeHToB AHK 3agaHHbIX
pa3smMepoB UCMOb3YIOT Pas3/InyHble PeCTPUKTa3bl — epMeHTHI, paspesa- -§
towmne AHK no cTporo onpefeneHHbIM NOCNef0BaTENILHOCTAM HYK/IEO- O
TMAoB. B HacToAlee BpeMs K3BecTHO 60nee 500 pecTpuKTas, KoTopble |
[enaTcsa Ha KPYMnHo-, CpefHe- 1 MefKoulensawme no AanHe obpasyembix ™
thparmeHToB AHK. O6paboTky o6pasuya mckomoii AHK npoeogdt go 3
nup. |

MpaiiMep — ONMTOHYKNEOTUAHAA MOCNe0BaTeNbHOCTb A/IMHON 15— b
30 n.H. Mpaiimepbl JOMKHbI COOTBETCTBOBaThL Cregylowmm Tpebosa- L
HUAM: 06nafgatb YHWKANbHOW KOMMIEMEHTAPHOCTbI K KOHLEBbIM  °
thparmeHTam uckomoin AHK: He copepxaTb Hecrneuuuyeckux BTO-
PUYHbLIX CTPYKTYP (LWNUeK ¥ AUMEPOB); TaKXXe >KenatenbHo, YTobbl Ha
3’-KOHLe 6bl1 TyaHWH AW LUTO3UH, NOCKO/bKY OHW 06pasytoT Tpu BO-
[OPOAHbIe CBA3M C MOJEKY/N0A MaTpuubl, fenas rmbpuamnsaumio 6onee
CTabunbHOIA.

Mpaiimepbl, BBOAUMbIE B peakLMIo, JO/DKHbI UMeTb 6/1M3KMe TeMmnepa-
Typbl TMbpuaM3aumMm ¢ MCKOMOR ogHouenoveyHoin AHK (Temnepatypa
oTKura npaimepos). 3afiaHHas Temneparypa OmKura npaimepos 4OCTU-
raetcs 3a CYeT UX 4/IMHBI U HYK/IE0TUAHOIO COCTaBa.

TemnepaTypy OTXXWUra MOXHO MPUGIN3NTENBHO ONPesennTb no ¢op-
myrne:

g —Ta———

01_

TM= 2(nAnT) + 4(nG+Nc),

rge M —KOAMYecTBO HYK/Ie0TUAOB B MpaliMepe.

MepBas TepmocTabunsHas HK-nonvmepasa, nonyymsLLas Ha3BaHWe
log-nonumepasa, 6bina BblgeneHa n3 GakTepuid Thermus aquaticus B
1980 r. Nog-nonuvmMepasa WKMPoOKo mcnonssyetcsa B MLP no HacToswee
BPEMS, KPOMe Hee UCMoJib3yrTca nonvmepasbl Pfu n Pwo, BbigeneHHble
13 apxeil. Fog-nonvmepasa MMeeT He TObKO BbICOKYHO CKOPOCTb NpoLec-
CUBHOCTU (MPUCOEANHEHNSA HYK/IEOTULOB K MATpULLe), HO 1 JOCTAaTOYHO
BbICOKYO BEPOATHOCTb BHECEHMS OWMBOYHOro Hykneotuaa. Monvmepa-
3bl Pfu 1 Pwo 06nagaloT MexaHM3MOM MCNpPaBieHns OWMO0K pennkKawmm
(3—>5’ 3K30HYKJ/1ea3Has aKTMBHOCTb), HO MEHbLLUEA CKOPOCTHLH npoLec-
CUBHOCTM, MO cpaBHeHWtO ¢ log-nonumepasoli. B nocnegHee Bpems uc-
nonb3ytoT coueTanusa Taq u Pfu gna obecrneveHns JOCTATOUHON CKOPOCTU
nonvMepusauMm 1 TOYHOCTU KOMMPOBaHUA. PaboTocnocoBHOCTbL Mo-
numMepas obecneumBaeTcs TakXKe BHECEHWEM B MHKYOALMOHHYIO Cpeay
noHos Mg2+
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MpunoxkeHne

AmMnnngukauna nckomblx pparmeHTos HK ocyuecTsnseTcs 3a cyet
MHOTOKPaTHOrO MOCNef0BaTe/IbHOro MOBTOPEHNA UAEHTUYHbLIX CNnegyto-
LMX 3TarnoB peakuuu:

—/leHaTypauns — nepeBoj ABYHUTEBONV MaTpuyHoii AHK B ogHO-
HUTEBYIO (hOpMY MyTeM HarpesaHus [0 Temnepartypbl 94—98 °C;
—rnbpnan3auma uaM ODKUM npaimepoB — TemmepaTypa CMecu

CHWkaeTcs go 37—65 °C, v npaimepbl TMOPUAM3MPYIOTCA C
MaTpu4yHoin ofHouenouveyHoi AHK, cogepxalleil KomnieMmeH-
TapHble y4yacTKM, OrpaHnynBas TeM CambiM aMNANULAPYIOLLNT
(hparmeHT;

—CUHTe3 — TeMnepaTypa nosbilaeTcs Jo 68—2 °C (onTumanb-
HblA pexum ans OHK-nonumepasbl), 4TO 3anyckaeT CUMHTE3
AByxHuTeBoli AHK B HanpaBneHun ot 5’- K 3‘-koHuUy AHK-
MaTpuubl;

—lasiee —LUKINYECKOe NOBTOPEHME 3TanoB peakuun. Konmyectso
uuknos —28-40.

Bpems ogHOro umkna 2-3 MuH.

[nsa obecrieyeHns TemnepaTypHbIX PEXUMOB, HEOOXOANMBIX Ha KaX-
[IOM 3Tane npoxoXxaeHus peakumnu, U nx LMKIMYeCKOro NoBTOPeHUs pas-
paboTaHbl cneunanbHble YCTPONCTBA —aMNan(uKaTopbi.

O6LMin BUA ABYX M3 MHOXECTBa NPeACTaBNeHHbIX Ha PbIHKE amnan-
(hMKaToOpPOB MOKa3aH Ha puc. 7 (CM. LUB. BKNEKy).

Bce coBpemMeHHble amnAnMUKaTopbl 06ecreymBatoT MepUoSUYecKoe
OX/IaXJEHUNE U HarpeBaHne NPoBUpPOK ¢ TOUHOCTBLIO He MeHee 0,1 °C Ha Kax-
[lOM 3Tane 1 No3BoNAKOT 3a4aBaTb TPebyeMble peXxxuMbl NposeaeHns MLP.

YBenuueHue ymcna konuin gparmedta AHK Bo Bpemsa MLP npown-
NIOCTPMPOBAHO Ha pUC. 8 (CM. LB. BKIIENKY).

TeopeTnyecKy KOJIMYECTBO CNeLnUYECcKoro NpogyKra peakumm (am-
nnuuumpyemoro ¢pparmeHTa AHK) Bo3pacTaeT nponopLuoHancHo 27,
rge N —uyncno LUMKIoB peakumun. Ha camom gene aeKTUBHOCTb KaXo-
ro ymkna meHowe 100%, noatomy B feincrentensHocTn P = (1+E)1 rge
P — KonnuecTBo npogykrta, E — cpefHAs apdekTMBHOCTL UMKna. Kak
npasuno, MLLP 3aBepliaeTca anekTpodopesom npoayKTa B nonvamuj-
HOM WM aKpWIOBOM refie AnA OLEHKN KayecTBa aMNIn(ULNPOBaAHHOTO
npoaykTa (puc. 9, cM. UB. BKeliKy). B kauecTBe Kpacutenein amnangu-
Kata MCMnosb3yoT aTUANIA Unu cepebpo.

PaspaboTaHbl pasHoBMAHOCTM (MoAudukauun) MLP, ynydywatoume
pe3ynbTaTbl amnan@uKaLm NCKOMOro parMeHTa ¢ yYeToM ero AJjIMHbl,
coxpaHHocTn AHK, Hannunsa npumeceit n Apyrux hakTopos.
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«BnoxeHHas» MLP (Nested PCR) ucnonb3yetcs 4i1s yBe/IMYeHUs Ym-
CTOTbl 3aflaHHOro amnauuamMpyemoro npogykra. [ocTuraetca nyTem
MCNONb30BaHUA ABYX Map npariMepoB B [ByX mocnefoBaTesibHbix MLP.
Mepasa MLP npegcraBnset coboi knaccuyecknin BapuaHT. Mpu npose-
neHumn BTopoi MLP ncnonb3yeTtca napa npaiimMepoB B mpegenax Bblje-
NIEHHOTO B NepBoii peakymmn parmeHTa JHK.

«HBepTUpoBaHHyto» MLLP (Inverse PCR) mcnonb3ytoT, Korga usse-
CTEH TO/IbKO OAWH (hparMeHT HYK/IEOTUAOB B MHTEPECYEMOM (pparmeHTe
[OHK. MepBoHavanbHO co3gatoT XUMepHbIid hparmeHT AHK nyTem ee pe-
CTPUKLUWW W MOCNedYIOLLEro clumBaHus (IMrnposaHns) GparMeHos C n3-
BECTHbIMW KoHUamu. [lanee npoBoaaT Knaccuyeckyto MLUP.

AcummeTtpuuHas MLLP (Asymmetric PCR) ncnonb3yeTca ang amnamgu-
LUMpOBaHNA MPENMYLLECTBEHHO OAHOIM M3 Leneid ucxogHon AHK. MLP
MPOBOANTCA KakK 0ObIYHO, 32 UCK/IOUYEHMEM TOro, YTO OAMH W3 npaime-
poB 6epeTcs B 60NbLLIOM U36bITKE.

Touchdown (Stepdown) MLLP 3aknoyaeTcs B CHUXEHUM TeMnepaTypsbl
OTXXWra NpaiMepoB B LMKNax OT BbICOKOW K HM3KOiA. Mpu ogHON 13 Tem-
nepatyp cucTema NpoiaeT Yepe3 noaocy ONTUManbHOM cneunpuUHOCTH
npaimepoB K MmaTpuuHoin AHK, 4To 06ecneunt MONy4YeHWe YUCTOro
cneungUUHOro NpPoaykKTa.

MpuHuunnel MLP ncnonb3ytot n gna amnamgmkaumm PHK. BbeinonHe-
HWe faHHOl peakuun TpebyeT AONOAHWUTENIbHOTO 3Tana — CUHTE3a KOM-
nnemeHTapHoii AHK (cDNA) Ha matpuue MPHK. JaHHas peakuus ocy-
LecTBnAeTCA 3a cueT (hepmMeHTa 06paTHON TpaHCKpUNTasbl, OTCIOAA U
veTof amnangukaumn PHK nonyumn Has3BaHue NOAMMEPa3HON LienHON
peakuun c obpatHoii TpaHckpunuyuneih —OT-MLLP (B aHrnniickom Bapu-
aHTe PCR (reverse transcription polymerase chain reaction).

Jranbl peakumn

MHKy6rpoBaHue 61M010rMyeckoro matepumana ¢ e30KCupuboHyKIeo-
ngos (dATP, dTTP, dGTP, dCTP) u obpaTHoli TpaHCKpunTas3oi. Peak-
uus ocylwectsnsetca B bydepHoMm pacTsope, Kak npasuno, npu 37 °C B
TeueHwue yaca.

CnepytoLme LMK/Ibl NPOU3BOASATCA NO cTaHAApTHOM meToguke MLP.

OT-MLP ncnonb3yoT Ana ANarHoCTUKN FreHeTUYECKNX 3a601eBaHUIA 1
MOMYKONNYECTBEHHOMO ONpefeneHNs HacneCTBEHHOIo MaTepuana B Knet-
KaxX WM TKaHsAX, OLLEHKW YPOBHS 3KCMPECCUUN COOTBETCTBYHOLLMX MEHOB.

MpunBeAEHHbIN NepeyeHb MOANMPUKALMIA He OXBaTbIBAET BCEX UCMOSb-
3yembIx MeTogoB MLP, a Tonbko unactTpupyet He0bXoAMMbIe YC0BUA
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[MpunoxkeHne

4NA ee NnpoBefeHMs. B 4acTHOCTU, BO BCEX CMy4asX HEOOXOAMMO 3HaHUe
HYKNeOTUAHOW NOCNeAoBaTe/lbHOCTU MHTepecytowero gparmeHta AHK
WK ero KOHLEBbIX nocnefoBaTensHoCTel. bes aTux 3HaHWi HEBO3MOXK-
HO cO34aHune npaiMepoB, a cnefosatesibHo, 1 nposegeHmne MLUP. 3aBep-
LIeHMe MeX[yHapoLHOro npoekTta «eHOM YenoBeka», B pesy/bTaTe KO-
TOporo 6bina ycTaHOBMEHA HYKNEOTUAHAA MOCNeA0BaTe/IbHOCTb FeHoMa
4enoBekKa, NO3BOMAET Ncnonb3osaTh MLUP ana nccnegosaHns Bcex reHoB
WU UX OTAENbHbIX (PParMeHTOB Y YenoBeKa.

CneflyeT OTMETUTb, YTO Knaccmyeckunii metog MLLP kak TakoBoii siB-
NSeTCcAa He METOAOM AMAarHOCTMKM HapylweHuid ctpoeHus OHK, a meTo-
foMm amnaugmkaumm uHTepecytoulero gparmedta AHK. MMpu onpege-
NeHHbIX cUTyaumsax cam (akT cocTosslueiica MLP moxeT oTBeyaTb Ha
TOT WM UHOI BONPOC MCCNeA0BaTeNs, HO B NOAaBNAoLWeM 60/bLLINHCTBE
Cyyaes 4ns 3TOro Heo6XoAMMbI LONONHUTENbHBIE MAHUMYNALUN C NO-
NYYeHHbIM amMnanpukaTom, TO eCTb MPOBefeHWe HEenocpeiCcTBEHHO
OHK-anarHoctukn.

OcHoBHble BUabl AHK-avarHoctykm

Bbl1gensoT KOCBEHHbIV (HeMpAMOW) 1 MPAMON MeTof ANarHOCTMKM
OHK.

KoCBeHHbIN METOf, ANAarHOCTMKM OCHOBAH Ha aHan3e HYKNeoTUAHbIX
nNoAMMOP(U3MOB, YCTONUMBO acCOLMMPOBAHHBIX C ONpPeAeneHHbIM reHe-
TUYECKUM NOKYCOM. [laHHbI MeTO4 MPUMEHSIOT 418 AUAarHOCTUKK Ha-
CNefCTBEHHbIX 3a601eBaHNI C HEYCTaHOB/IEHHbIM FEHETUYECKUM fedek-
TOM, NpPU LIMPOKOM BO3MOXHOM CMEKTpe MyTauuii B reHe 60nbLIOi
NPOTAXHOCTH, KOr4a Heo6X0AMMO NPOCTO NPOCNeAUTb Nepefavy MyTaHT-
HOrO reHa.

Ob6#3aTteNibHble YCNOBMA MPOBEAEHUSA KOCBEHHOrO METofa: Haiuume
npobaHa, yBepeHHOCTb B K/IMHWYECKOM AMarHo3e, no nosogy KoToporo
NPOBOAUTCA UCCNEf0BaHMe, Halnume OfHOr0 reHHOro Jiokyca, obycnas-
NuBatoLLee 3aboseBaHue.

KocBeHHbIli meTog OHK-gMarHOCTMKM LIMPOKO WCMONb3YHT Mpy
ycTaHoBMeHUW oTuoBCcTBa. Ha puc. 10 (cM. UB. BKNeliky) NpoMantoCcTpu-
poBaH NPUHLMN TaKoM AMarHOCTUKMN.

13BeCTHO, YTO Ha KOPOTKOM nJjeye Xxpomocombl 11 B pervoHe 155
(0603HauyeHNe No MeXAyHapogHOW HomeHknaTtype 1lp15.5) pacnono-
XeH nokyc THOLl. OH mMMmeeT ceMb pas3fvyHbIX anneneid (c 5 no 11).
OnpegeneHune annenbHbIX BapuMaHTOB JaHHOrO Jiokyca y obcrnefyembixX
Nnpon3BOAAT C MOMOLLLIO CTAHAAPTOB, Ha3blBaeMbIX anfefisHbIMU NecT-
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Huuamu. MeTogom knaccuyeckoi MLLP amnanguumpyoT gaHHbIA n0-
KyC B 6uonpobax o6cnefyeMbiX U MPOBOAAT 3/IEKTPOGOPE3 B rene nosny-
YeHHbIX MPOAYKTOB aMnanguKauumn ¢ nocnefyrolmnM oKpaluvBaHueM
cepebpomM. Ha pucyHKe npefcTaB/ieHbl pe3ynbTaTthbl 3N1EKTPOdOpesa faH-
HOro /I0KYCa, BbIMO/IHEHHbIE Y MaTepu, oTua U pebeHka. Matb nmeeT
annenn 7 n 8, pebeHok —6 1 8, otel, —6 1 10. Takum obpasom, obcne-
OyeMble MYXUMHA U XKEHLWMHA MOryT 6bITb poauTenamu pebeHka, Tak
KaK 1 TOT W ApYyroil MMeKoT 06Lue ¢ HUM annenn. BmecTte ¢ Tem gns no-
NYyYeHUs O0fHO3HAYHOro OTBeTa 06 OTLOBCTBE W MaTEPUHCTBE UCCEfO-
BaHUA OAHOro AaHHOro nosnmopgu3ma faneko He A0CTaTOYHO, Mo-
CKONIbKY OnNpefefneHHble annefbHble BapuWaHTbl [JaHHOr0 JloKyca C
BbICOKOI 4acTOTOIN npesCTaB/eHbl B NONYAALMN. Y CTaHOBNEHUE OTLIOB-
cTBa (MaTepuHcTea) no AHK npoBoAaT Ha ocHOBe aHanm3a 16, 20 unu
25 STR (KOpPOTKWUin TaHAEMHbIA noBTOp — 2—10 nap HENOCPEACTBEHHO
NMPUMbIKAKOLWKUX 4PYr K APYry HYK/JeoTUAOB B MOC/EA0BaTENIbHOCTU
[OHK). Takoli nmogxop nO3BOASET MPW MCNOb30BAaHUU KOCBEHHOM
OHK-anarHocTuky rapaHTMpoBaTb TOYHOCTb MPU YCTaHOBNEHUU OT-
LloBCTBa (MaTEPUHCTBA) C BEPOATHOCTLIO He MeHee 99,9999%, TOUHOCTb
npu onposepxXeHun coctasnaet 100%.

Mpsavbie meToabl gnarHocTnkm HK HanpasieHbl Ha onpegeneHne ms-
MEHEHWU HYKNeoTUAHbIX MOCNeA0BaTeIbHOCTeli B KOHKPETHOM JIOKyCe
KOHKPETHOrO reHa.

B 3aBMCMMOCTM OT NpegnonaraeMbiX TUNOB HapyLUEHWA HYKNeoTus-
HbIX NOCNEA0BAaTE/IbHOCTEN, KOTOPble MOTYT 6bITb OLHOHYKIEOTUAHBIMY
3aMeHamu, AYynavKaumamn OTAenbHbIX HYKNeoTUAOB, LefneuusamMu, WH-
cepuuaMu, aMnanukauuamMmn pasimyHoro Yncna HyKneoTuaos, npume-
HAIOT pas3finyHble npsaMble MeTodbl AnarHoctukm AHK.

Hanbonee yacto MCNOMb3yEMbIM B HaCTOsALLEe BpeEMSA ABMAETCA Me-
TO4, aHanM3a KOHOPMaLUMOHHOIO nonmMMopdmama ogHoHuTeBo AHK —
SSCP.

MeTtog SSCP ocHOBaH Ha 3(h(heKTe BMAHMSA TOUYEYHbIX MyTauuii Ha
3N1eKTPOhOPETMYUECKYIO MOABUXHOCTL KOPOTKUX (100—450 HYKNeoTnaos)
ofHouenoyeyHbix pparmeHtoB AHK (ouJHK) npu ux pasgeneHumn B Ha-
TUBHbIX ycnosuax. B xone SSCP-aHanu3a tparmeHtsl AHK, nonyuyeH-
Hble B pe3ynbtate lMLLP, nogsepraioTca TemnepaTypHOR AeHaTypauun
(nnaBneHnto) 1 nocnegytoemy 6bICTPOMY OXIKAEHNIO C LieNbH0 CTabm-
nmsaymm pasgeneHHbix uenein AHK. Mpu aTom kaxgas u3 uenein npnob-
peTaeT onpefesieHHY0 KOH(OopMaLMio, KOTopas 3aBUCUT OT B3aMMHOTO
pacnosioKeHNA HyKNeoTULO0B B LieNnu; Npu 3TOM Aaxe eAUHUYHbIE HYKNe-
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MpunoxkeHne

OTUAHbIE 3aMEHbI NPUBOAAT K 3aMETHOMY U3MEHEHUIO NMOABUXHOCTU UC-
cnegyemoii AHK B rene, Mo cpaBHEHMIO C KOHTPONbHOM. onyyeHHble
ouJHK-KoH(OopMepbl pa3fensaoTcs C NMOMOLLbI0 HeJeHaTypupyroLero
3/1eKTpOhopesa B BbICOKOpA3peLlatoLWwemM nonmakpunammaHom rene. ns
NyYLLEro pasfeneHns aneKTpodopes NpoBoAAT NPU NOHWKEHHOM Temme-
patype (4—20 °C), obecneynBatoLLleil yCTONYMBOCTb MPOCTPAHCTBEHHOM
CTPYKTYpbI nccnegyemblix parmeHToB. Ha pmc. 11 (cM. UB. BKNeiiky) no-
KasaHbl pe3y/nbTaTbl UCCNES0BAHUA MYTaLMA MaXKOPHOIO IOKYyca reHa b-
raf (a) n nonumopdusma MDR1 (6) meTogom SSCP.

Ana ynydweHus pasgeneHus amnanuunpoBaHHbIX OAHOHYKIeo-
TUAHBIX NOCNef0BaTeNIbHOCTE MCMONb3YIT METOS [AeHaTypUpYHOLLEro
rpagvieHHoro resb-anekTpodgopesa DGGE (Denaturation Gradient Gel
Electrophoresis). 'pagueHT geHaTypauum JOCTUraeTcs pasMYHON KOH-
LeHTpaLmedi MOYEBMHbI UK (opManbaernga B rensx. Mpu atux ycno-
BUAX OfWHAKOBbIe MO BENNUYMHE ABYXHUTeBble Monekynbl AHK, oTnnya-
loWwmnecs N0 HYKNeoTWAHON nocnefoBaTeNbHOCTW,  AeHaTypupytoT
Mo-pasHoOMy, 4TO CO34aeT AOMNOJSIHUTENbHbIE YCNOBUA AN pasfenieHuns
(hparmeHTOB. Ha puc. 12 (cM. UB. BKNENKyY) NpeAcTasfieHbl TUMbl NPOBe-
geHna DGGE.

MeTog retepogynnekcHoro aHanmza (HA). MpuHunn HA-meToga 3a-
K/H0YaeTCs B pas3inynm aneKTpothopeTUHeCcKon NOABMKHOCTA B refie ro-
MO3UTOTHbIX (MeXA4y HOPMaNbHbIMUN a/INeNsiMN) U reTepo3nroTHLIX (Mex-
[y HOPMa/IbHbIM Y MYTaHTHbLIM asifiesIeM) 4ymn/eKCcoB.

Mpn nokanusauum MyTauum B OAHOW M3 HWUTel ABYXLENOYeYHOro
thparmeHta AHK amnangukayms gaHHoro gparmeHta AHK npnsoaut K
06pa3oBaHuio ABYX TUMOB KOMM/EKCOB:

-MeXJy HOPMa/bHON 1 HopmanbHOi uenodkamn AHK (1 Tvn
[lynneKcos);

- MeXAy MyTaHTHOM W HopMmanbHON uenodkamu AHK (2 Tun
[lynnekcos).

Hanuuwve B fByxuenoye4yHom parmeHTe JHK HecnapeHHbIX OCHOBa-
HWUIA Npy 2-M Tune AynjaeKCcoB U3MeHseT KOH(OPMALMI0 TaKoro retepo-
Lynnekca, Yto NPOAB/AETCA B U3MEHEHUWN ero NOABMXKHOCTU NMPU 3/eK-
Tpodopese OTHOCUTENbHO Ayrnnekca 1-ro Tvna. 3TU pasnuyua Moryt
ObITb 06HaPY>KeHbI NPY 371EKTPOGOope3e B 06bIYHOM MOANAKPUIAMULHOM
rese. BeposTHOCTb MAEHTU(MUKALMM TOUYEUYHbIX MYyTaLUWil 3TUM CNOCO60M
Ha parmeHTax HK meHee 300 H.n. gocturaet 80—90%.

Annenscrieungumyeckasa MLUP. Meton npuMeHSOT 419 AUarHOCTUKY
M3BECTHbIX O4HOHYKNEOTUAHbIX 3aMeH. OfLMH U3 npaiiMepos nogbupatoT
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Takum 06pa3om, 4ToObl ero nocnegHunii Hykneotug (byksa) 3akaH4mBan-
cA Ha GykBe npegnonaraemMoil 3ameHbl (MyTauum). B cnyyae oTcyTCTBMA
myTauuu npu MLUP 6yget amnangmumposathecs BblAeNseMbIi npaiMepa-
mu parmeHT AHK. Tpu Hanmumm 3aMeHbl ByKBbI (MyTauuu) B Uccney-
€MOM FeHe NOCNeAHUIA HYKNeoTuA npaimepa He COeAUHUTCS C HYK/1e0Tu-
oM matpuuHoii AHK, 4To npuBeaeT K HapyLLEHUO (YHKLVOHUPOBAHUA
nonvMmepasbl U OTCYTCTBUIO amnandukauyuun. ocnegyrowmii afneKTpo-
thopes npogykTta MNLP no3sonut onpegennTb Haau4uuMe UM OTCYTCTBUE
npoaykTa amnandukauum (puc. 13, cM. UB. BKEKY).

MonMmopnaM J/IMHbI PECTPUKUMOHHBIX parmeHToB (MAP®P). Me-
Tog MAP® ocHOBaH Ha CMNOCOOGHOCTUM PECTPUKUMOHHBIX 3HAOHYK/e-
a3 pacwennatb gsyxuenoyeyHyro AHK B yuyacTkax ¢ onpegeneHHoit
HYK/MIeOTMAHOWN NocefoBaTeNbHOCTbI0 —CaiTax pecTpukymmn. Hapuc. 14
(cm. UB. BKNeliKy) MpefcTaB/ieHa CXemMa paspesaHns pecTpUKTas3oi AByx-
HuTeBoit AHK.

VI3MEHEeHUS HYKeOTUAHOW nocnefoBaTebHOCTM B 060 uenn AHK
B CaiiTe PeCTPUKLUN feflaeT ero He y3HaBaeMbIM 15 pecTpukTasbl. B Ha-
cTosLee BpeMs U3BeCTHO 60see 500 pecTpuKTas, YTO MO3BOJMIAET AOCTa-
TOYHO YaCTO MCMO/b30BaTh faHHbI METOA ANS AMArHOCTUKKN TOYEYHbIX
(SNP — single nucleotide polymorphism) myTauwii, NonMMOpP(U3MOB.
Ha puc. 15 npeactasneH MAP® anekTpotopes reHa MTHFR.

Puc. 15. e MTHFR, nonumopdgmam C677T, 8% MAAIT, 150-200B
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[MpunoxkeHne

MUP B peansHOM BpemeHn

C Havana XXI cToneTvs B MONEKYNAPHOM ANArHOCTUKe BCe LUMpPe UC-
nonb3yetca MLLP B peanbHOM BpemeHun (Real-time PCR). Mpu nposege-
HWW [aHHON peakuuu OCYLLECTBAAIT KOHTPONb KOAMYecTBa aMmningu-
LMPOBaHHOTO MPOAYKTA peakuuy B peaslbHOM BPEMEHU MOCNe KaXaoro
UMKna amnaugukaunm. JTo JOCTUraeTcs 3a cueT AByX ycnosuid. [ep-
BOe — BBe/EHME B peakuuio (PNIoOpecLeHTHbIX KpacuTeneii. Btopoe —
CO3JaHune TEXHUYECKNX YCTPOCTB, 06eCneynBatoLL X PerucTpaLmio His-
KOMHTEHCUBHOIN (hIl0OPECLEHLMNN B PeailbHOM BPEMEHMN.

Hanbonee uvacto npu nposegeHuun MLP B peasbHOM BpeMeHU uC-
MoMb3YyHOT 30HAbI, COAepXaLlne Ha KOHLAX KpacuTeslb 1 racuTenb. 30HA,
KOTOPbIA BHOCAT B CTAHAAPTHYO CMeCb peakTusoB Ansa MLLP, komnne-
MeHTapeH amnanguumpyemMomy oaHoHuteBoMy parmeHty AHK. Bo
BPEMS MPOBefeHNsA LUMKNa aMnanmMKaunum noimmepasa BbITECHAET 30H[,
c amnaugumumpyemoro tparmeHta AHK n oTcoeauHsAeT racutens (Ty-
lwnTeNb) OT KpacuTens. MocnegHuid BbIXOAUT B pacTBOP M [aeT ero cee-
YyeHune. VIHTEHCHMBHOCTb CBEYEHWS pacTeBopa NpPAMO MpPOonopuuoHanbHa
KOHLIeHTpaLun cBo604HOI0 KpacuTens, a KOIMYeCcTBO MOC/eaHero npo-
MOPUMOHANbLHO KOMMYECTBY LMKNOB aMmnaugukauuu. Ha puc. 16 (cwm.
UB. BK/eliKy) npeactaBneHa cxema MUP ¢ ncnonb3oBaHmem TagMan
30HfA.

B kayecTBe METKM C KpacuTesieM WCMOJb3yloT TaKKe MOAU(ULKUPO-
BaHHble [e30KCUHYK/IeO0TUbl, KOTOpbIE (DNHOOPeCcUMpPYIOT nocse rmopu-
Amn3aummn ¢ KOMNJeMeHTapHbIMK yyacTkamu AHK, 1 apyrve 6onee cnox-
Hble MOJIEKY/NIAPHbIE KOHCTPYKLUW.

[ns perncrpauuy n3MeHeHNs HU3KOUHTEHCUBHOM (hNI0OPOCLEHL U,
Habntogaemoli npu MLUP, paspaboTaHbl cnewnansbHble npubops (puc. 17,
CM. LB. BK/eiiKy), 00beAuHAOLME BO3MOXHOCTU aMnanuguKaTos u ge-
TEKLUMMN (II0OPECLEHTHOrO curHana. CoBpeMeHHble npubopsl Ana Real-
time PCR o6ecneuynBaloT BO3MOXHOCTb MPOBeeHNUs uccnesosaHuns ot 96
[0 384 06pa3uoB OAHOBPEMEHHO C WMCMONb30BaHMEM A0 6 ¢hoopo-
XPOMOB.

Mpevmywectsa MNLP B peasibHOM BpemeHu:

—CYLLECTBEHHOE MOBbILWeHWe CneunpuyHOCTM MeToda 3a CueT
Hanuns BHYTPEHHErO 30HA;

—BO3MOXHOCTb KOJIMYECTBEHHOI O ONpeje/eHuns;

—HafeXKHOCTb U3-3a CHWKEHUS pUCKa KOHTaMMHauuu (3a cyeT
npoBegeHns Bcex ctaguii MLP B ogHON Npobrpke 1 OTCYTCTBUS
cTagun afekTpopopesa);
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—BO3MOXHOCTb MUCMO/b30BAHUA MY/IbTUMIEKCHbLIX CUCTEM, MO3BO-
NAWUX AEeTEKTUPOBaTb HECKO/IbKO BO36yauTeneid B OLHOM
obpasLe;

—BO3MOXXHOCTb KOMOUHMpoBaHUa ¢ OT-MLLP gnsa konuuyecTseH-
Hoi oueHKN MPHK;

—CHWXeHWe BPEMEHU NPOBELEHUS peakLmm.

CeKBEHI/IpOBaH ne

MeTogpl paclinpOBKN HYKIEOTUAHON MOCNeA0BATENIbHOCTA HYyK/e-
MHOBbIX KUC/IOT B OTEUECTBEHHON NIUTEPATYPe MPUHSATO HasbiBaTb METO-
JaMy CEKBEHUPOBAHMS.

depMEHTHOR CeKBEHMPOBaHWe

MepBbIM METOAOM MPSIMOT0 (hepMeHTHOI cekBeHMpoBaHus AHK ctan
MeTof, NpeanoXeHHbli ®. CaHrepom u [l. KoyncoHom B 1975 1. B ganb-
Heliluem 3TOT MeToZ 6b11 MOAMGMLMPOBaH 1 B 1977 I. MPeAsIOXKEH Kak Me-
TOA «TEPMUHATOPOB», UCMOJb3YEMbIiA MO HACTOALLEE BPEMS.

MpesnoXKeHHbIA METOS, CEKBEHMPOBAHUA BO MHOTOM HanoMUHaeT Me-
Tof MLLP ¢ gobaBneHnem B peakUMOHHYK CMECb, NMOMUMO YeTbIpeX TU-
nos dNTP, n 2', 3'-auaesokcuHykneosnarpugocparos (ddATP, ddTTP,
ddCTP unu ddGTP). MNocnegHve BKMOYaOTCA B pacTyluyto uenb AHK,
HO He 06ecrneymBatoT JasbHellee KONMpPoBaHne n3-3a otcyTcTems 3'-OH
rpynnbl, TO €CTb OCYLLECTBAAT TEPMUHALMIO TpaHCKpunuun. Mo ceoei
thyHkumm B MUP moanduumpoBaHHble TaKUM 06pa3oM HYKIeoTUAbl Ha-
3bIBAKOT MHOrAa TepMuHaTopamu. KoHueHTpauun dNTP/ddNTP nogbu-
paroT Taknum 06pa3oM, 4To6bI Nofy4vaemblin Habop konuin AHK pasnnyan-
CA ANVHOM C lwarom B HykneoTua. [ns onpegeneHns nepBUYHON
CTPYKTYpbI uccnegyemoro hparmeHTa HK TpebyeTcs nposefeHve YeTbl-
pex peakuuy KONMpoBaHWA, N0 OAHOMY TUMY TEPMUHATOPOB B K&XXA0M 13
peakumii. Oanee B npobupkn fo6aBnstoT GopmaMmg A1s pacxoXneHus
Leneii 1 NPOBOAAT 3neKTpogopes. B knaccnyeckom BapuaHTe NpoBOAM-
NV 3N1eKTPOGOpe3 YeTbIpex JOPOXKEK C MOCNeAYIOLLEA aBTOpaamMorpaduei
(oamH 13 ANTP MeTuiCcs UCXOAHO PagnOaKTUBHOW METKOI), KOTopas u
NMo3BONANA «NPOYECTb» HYKNEOTUAHYIO NOCNEA0BATEIbHOCTb CEKBEHUPY-
emoro cermeHta AHK.

Metog CaHrepa peann3oBaH K HacTOALLEMY BPeMeHW B psfe coBpe-
MEHHbIX aBTOMaTMYeCKWX CeKBeHaTopoB. [locnefHue OTAMYAKOTCA MO
TUMY MPOBOAMMOrO 3/eKTpoopesa (Ha refieBbIX MaacTUHax WM B Ka-
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[MpunoxkeHve

nunnapax) u no KoM4ecTBy AETEKTUPYEMbIX KpacuTeneii: OAWH, 4Ba Um
yeTblpe. KanunnspHble CEKBEHATOPbI BbIMYCKAKOT TOMbKO B BapuaHTe,
MCNONb3YIOLLEM JETEKLMUI0 YeTbIpexX (JIH0OPECLEHTHBLIX KpacoK. B Kaue-
cTBe (DNIOOPECLEHTHbIX KpacuTeneil UCMONb3yrT (I0OPECLENHOBbIE
(FAM, JOE) un pogamuHoBsble (TAMRA, ROX, R110, R6G) coeanHeHus,
moamukaumm nocnegHux —dTAMRA, dROX, dRI 10, dR6G, a Tak e
«TPEXKOMMNOHEHTHbIE» Kpacutenun knacca BigDye™ (Applied Biosystems)
n DYEnamic™ ET (Amersham-Pharmacia-Biotech), o6nagatowune ewe
60/1ee BbICOKUM BbIXOA0M (hIHOOPECLEHL N,

®NI00PECLEHTHYIO METKY BKIKOYAKOT 1160 B NpaiiMep, Nnbo B TepMu-
HaTOp TPAHCKPMNL MW COrNIACHO CMefyIoLLMM CXeMaM: MeYeHblil nparimep
(4eTblpe pasHbIX KpacuTens) U HeMeueHble TepMUHATOPbI; MeYeHbIi
npavimep (O4MH KpacuTesb) U HeMeYeHble TePMUHATOPbI; MeYeHble Tep-
MUHATOPbI (KaXAblA TN TepMUHATOPA CBOMM KPacuTenem) 1 HemMeyeHblit
npaimep.

Vcrnonb3oBaHWe OfAHOTO KpacwuTeNns peasim3oBaHO B CEKBEHATOpe
MicroGene Blaster ¢upmbl Visible Genetics. MicroGene Blaster, koTopbilii
Mo3Bo/ISIeT OLHOBPEMEHHO NPOBOAUTL aHann3 YeTbipex o6pasLos Ha 16-
™ fopoxkkax. B ceksenaTopax 1R2 DNA Sequencer pupmbl LI-COR wuc-
nosb3ytoT ABa Kpacutens. B cekseHaTopax ABI 373 (Applied Biosystems)
Mcnonb3yeTcs OAHOBPEMEHHAn AeTekuusa YeTbipex kpacuTeneid (TAMRA,
FAM, ROX, JOE), Bo36y>KfiaeMbIX 13/ly4eHUEM aproHOBOro fasepa.

B cekseHaTope ABI Prism 310 (Applied Biosystems) BriepBble 6bina pea-
NM30BaHa KanunnspHasa TEXHOMOMMU CeKBEHMPOBaHMA. COBPEMEHHbIE
KanunnspHble CeKBEHATOPbl MPeAcTaBnseT coboii MynbTUKANWUANAPHbIE
annapatbl (8-kanunnspHelii Beckman CEQ 2000 (Beckman Coulter),
16-kanunnapHbiid ABI Prism 3100 nnu 96-kanunnapHbiii ABI Prism 3700
n MegaBACE 1000 (Amersham-Pharmacia-Biotech-Molecular Dynamics),
KOTOpPble NO3BOMAIOT BHEAPSATb METOAbl MOMEKYNSPHOW AUMArHOCTUKMN B
MOBCeLHEBHYIO K/IMHUYECKYHO NMPAKTUKY.

Ha puc. 18—20 (cM. UB. BKNEiKy) MpeacTaB/ieHbl pesybTaTbl CUKBEH-
ca (parmeHTa 15-ro sK3oHa reHa B-raf, maxopHoro gns psga conivj-
HbIX OMYXONei, MOAY4YeHHOro Ha cekBeHaTope ABI Prism 3700 605b-
HbIX A, B, C.

MvpocekBeHVpoBaHWe. B nocnefHee gecAtuieTme nosyyns akTMBHOE
pasBuTWE HOBbI CNOCO6 (hepMEHTATUBHOIO CEKBEHMPOBAHWA — NUPO-
CeKBeHMpoBaHWe. B ocHOBY MeTofa NOMOXeHOo onpefeneHue nupodgoc-
thaTa, obpasytoLerocs npu cuHTese AHK B npucyTCTBMM NONUMeEpPasbl, U
HOBbI nogxog ans nposegenus MLP. B 1987 r. P. Nyren paspa6oTan me-
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Tof aHanm3a AHK-nonvmepasHoi akTMBHOCTW (DEPMEHTOB Ha OCHOBE
OMpefenieHnn KoIMYecTBa 0CBOOOXAAIOLLErOCs B peakumm nupodocga-
Ta, a B 1988 r. Edward Hyman npegnoxun v B 1990 r. nofy4mn naTeHT Ha
nupogocdaTHbIli METOA CEKBEHUPOBAHUS HYKNEMHOBBIX KUCOT.

Mpy NpucoefMHeHNIN Le30KCUHYKNe03nATPM(OoChaToB K MaTpPMUHON
OHK B npucytctBun AHK-nonumepasbl NpoUCXo4UT BbICBOGOXAEHME
nupodgocgara (PPi). Mupodochar B npucyTCTBUN CyNblypurLmnassl 1
ageHosmHgochocynbhata (APS) npeobpasyetca B AT®. AT B npucyT-
CTBMM Noumndepasbl ¥ NMLMEHUPUHA 3amnyCcKaeT NpPoLecc OKUCNeHNs no-
cfefiHero o OKcuaoundeprHa, 4To ConpoBOXLaeTCAa GUONMIOMUHECLIEH-
Liein —ManeHbKOI BCMbILLKOW CBeTa.

Mpy NMPOCEKBEHUPOBAHMM NOAYYWIA OPUTUHANIBHOE peLleHue Tex-
Honorna nposegeHua [LUP. TNepBoHavanbHo nosHoreHomHyw AHK
(hparMeHTMPYIOT Ha Kyco4ykn no 100—300 nap OCHOBaHWiA U K feHaTypu-
POBaHHbIM (hparMeHTam MpuLLIKNBalOT OAMHAKOBbIE [ BCEX MpariMepbl-
agantepbl. C NOMOLLbIO MpalimepoB-afanTepoB (UKCUPYIOT (parmMeHThl
OHK Ha TBepable HocuTenu (Menkme «BycuHkn»). KoHLeHTpaLum ogHo-
HYKNeoTuaHbIX thparmeHToB AHK 1 «6ycMHOK» nofg6upatoT Takum o6pa-
30M, 4YTOObI Kaxgas «byCMHKa» cofepxkana TONbKO OANH HYKNEOTUAHbIN
(hparmeHT. Janee «BYCUHKM» 3aK/OHatOTCA B 3MY/bIMPOBAHHbIE Kanu
peakLMOHHOW CMecu, cogepkaline Bce HeobXxoauMble cy6CTpatbl Ans
MLP, — amynbcuoHHaa nonumepasHasa uenHas peakuymsa (aMLUP). Mo-
cne npoeegeHnsa 3MLLP «BGycuHKM», Hecyuime Ha CBOE MOBEPXHOCTM
MWIMOHBI KONWIA NepBOHaYanbHoro gparmeHta AHK, nomewaot B Mu-
KPOCKOMNYecKne NyHKM, pasMeLlleHHble Ha NOBEPXHOCTU CreLmansHOro
cnaiga (MI0THOCTb Ha MOBEPXHOCTU cnaiiga — Ao 480 NYHOK Ha MM,
B KOTOPbIX, COBCTBEHHO, WU NMPOUCXOANT OMUCAHHOE BblLLIE MNPOCEKBEHW-
poBaHue. [IHO cnaiifa HaxogMTCA B ONTMYECKOM KOHTaKTe CO CBETOBO-
[,0M, MO3BO/AIOLWMUM PErMcTpUpoBaTh BOHUKAIOLLMI CBETOBOM CUTHaN B
KXoV OTAeNbHON NYHKE U perucTpupoBatb TeM CamMblM NPUCOEANHEHNE
Hykneotuga. K rnasHbIM NpenmmyLLecTBam NUpPoOCeKBEHVPOBAHNA MOXHO
OTHECTU BbICOKYIO NPOU3BOAUTE/ILHOCTb M BO3MOXHOCTb aHann3a HesHa-
KombIx AHK.
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I TOCCAPUI

A6eppauus xpomocomuas (MM XPOMOCOMHasl aHOMasnst) —0606LLEHHOE Ha3Ba-
Hue N06Oro 13 TUMOB XPOMOCOMHbIX MyTaLWiA.

Annens —OfHa U3 IBYX U 6oree anbTePHATMBHBIX (HOPM reHa, Kaxkaas U3 KOTo-
PbIX XapaKTepy3yeTcs YHUKaIbHON NOC/1eA0BaTEebHOCTHIO HYKEOTW/0B.

AMHuuoueHTes —VIHBA3UBHbIA METOZ NPeHaTa/IbHOM AnarHOCTMKW, NpoLeaypa no-
NYYEHWS W aHa/IM3a aMHUOTUYECKOM YKMAKOCTH, NPOBOAMMAS Ha CPOKax GepemMeHHO-
CTn 10 12 Hef 1 B 1618 Hep,

AHeynnouans —MW3MEHEHHbI HA6OP XPOMOCOM, B KOTOPOM OfiHA U/ HECKO/TbKO
XPOMOCOM M3 0BbIYHOr0 Habopa Wi OTCYTCTBYHOT, WK NPeACTaB/eHb! A0MNOHUTE b
HbIMW KOMUAMW.

AnTtukogon —T0CNEA0BATE/TEHOCTb M3 TPEX HYKNEOTNAOB B MOJEKY e TPaHCMNOPT-
Hoi PHK, KoMniiemeHTapHas KOAUPYHOLLEMY TpUN/eTy B Morekyne MPHK.

AHTUMOHTONOUAHBIV paspes rna3 —OMYyLUEeHbl HAPY>KHbIE YI/Ibl [/1a3HbIX LI.I,eI'IeVI.

AnaHuedanus —TMOHOE WM NMOYTK NOTHOE OTCYTCTBME I0/I0BHOIO Mo3ra.

Annasus (areHesus) —T10/IHOE BPOXKAEHHOE OTCYTCTBME OpraHa Uin 4acTtu ero.

ApaxHogakrunus —He00bbIMHO A/IMHHbIE N TOHKWE Ma/lbLbl.

AyTocoma —J1t06as HEMo0Bast XPOMOCOMa. Y Yes0BEKa MMEETCs 22 Napbl ayTOCOM.

AyTOCOMHO-AOMWHaAHTHOe HacnegosaHue — TUM HacneAoBaHWA, MPU KOTOPOM
OfHOrO MYTaHTHOrO a/1/1ens, /IOKaIM30BaHHOIO B ayTOCOMe, [0CTaTO4HO, YTOObLI 60-
Ne3Hb (UM NpM3HaK) Mor/a ObITb BbIPaXKEHa.

AyTOCOMHO-peleccuBHoe HacnegosaHne —TUM HAaC/leA0BaHUA MPU3Haka U 60-
Ne3HW, Npu KOTOPOM [/ €ro MPOSB/EHWSI MyTaHTHbIA an/efb, fI0KaIU30BaHHbINA
B ayTOCOMe, [JO/MKEH ObITb YHAC1e0BaH OT 060MX poANTeNei.

Buoncus xopuoxa —1POLIEAYPa, OCYLLECTBSeMas Ha 7—11-1i Heaene 6epeMeHHOCTH,
C LIe/bHO MOJyHeHs KNEeTOK A4/1A NpeHaTanbHOM AviarHoCTUKM.

BonesHn ayTocoMHble — O6yCI'IOBJ'IeHbI ,qe(i)eKTaMVl FEHOB, JIOKa/IN30BaHHbIX
B ayTOCOMaX.

BonesHn BpoxpaeHHble —TPUCYTCTBYHOT Y pe6eHKa C MOMEHTa POXXAEHWA, HepaB-
HO3HaYHbI C HaC/IeACTBEHHbIMY 3a60/1EBAHMAMM.

BonesHu gomuHaHTHbIe —Pa3BNBAOTCA NPU Ha/IMYMKA OAHOI0O MyTaHTHOIO reHa B
reTepo3NroTHOM COCTOAHUM.

BonesHn nusocomuble —TIPYyNMa HacNeACTBEHHbIX 60ne3Hei, XapaKTepusyroLmnx-
s YHacnef0BaHHOW HeOCTAaTOYHOM NPOAYKLMENA IM30COMHBIX (hepMEHTOB.

B0Me3HN MOHOTeHHbIe —O6yCI'IOB}'IeHbI ,qe(i)eKTOM 0HOro reHa.

BonesHn mynbTudaktTopnanbHbie — UMEIOLLVE B CBOE OCHOBE KaK reHeTuue-
CKYIO, TaK 1 CPefioBYHO KOMMOHEHTY; FeHeTUYeCcKas KOMMOHEHTa NpeACTaBnseT coboit
coyeTaHve pasHbIX annenieil HeCKOMbKMX /IOKYCOB, OMpefensitoLLMX HaceACTBEHHYIO
MPeApacro/noXXeHHOCTb K 3260/1eBaHMIO MPY PasHbIX YCIOBUSAX BHELLIHEN cpedbl.

Bone3Hu HacneacTBeHHble — VMEIOLLME B CBOEM OCHOBE FEeHETUYECKYHD KOMMO-
HEHTY.

Bonesuu npuoHHble — IPYNNa HelipoaereHepaTVBHbIX 3a00/eBaHWIA YenoBeka u
XUBOTHbIX.

BonesHu peueccusHble —Pa3BUBAKOTCA NMPU HANNYNW MYTaHTHOIO reHa B rOMO3u-
FOTHOM COCTOAHNI.

BonesHu cemelinbie —3a00/1€BaHNS, KOTOPbIE HAB/HOAAKOT Y YIEHOB OAHO CEMbU.
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Bonesnu, cuennenHbie Cnonom, —OBYCMNOBMEHbI 4eEKTOM [EHOB, SI0Ka/IM30BaH-
HbIX B X- WK Y-XPOMOCOMAX.

BonesHn xpomocomHble —OOYC/IOB/IEHbI YACMOBLIMUA 1 CTPYKTYPHBIMU HapyLLie-
HUAMW KapuroTumna.

Bpaxugaktunna —YKOPOYEHNE Ma/TbLIEB.

Bpaxuyetdanua —YBEMYEHVE NOMEPEYHOrO pPas3Mepa ro/osbl MPU OTHOCUTESb-
HOM YMeHbLLEHUM MPOLO/LHOTO PasmMepa.

BuTunuro —O4arosas JenmMrmeHTaLms Koxu.

rameTta —3pe/ias NosoBast KMeTka.

rannong —K/ETKA, COAEPKALLAA OAMHAPHBINA (ranonaHbIi) Habop XPOMOCOM.

Fen —Yy4acToOK Moniekybl AHK, Koanpyrowwwmii ninbo nocneaosareibHOCTb aMUHO-
KMCNoT B 6efike, M60 pasHble Byabl Monekyn PHK, y4acTBYHOLLMIA B CUHTE3e Genka.

MeHeTnka —HaYKa O HAC/NeiCTBEHHOCTW 1 U3MEHUMBOCTY.

MeHeTUueckuii rpys —HaIMUME B NOMYNALUMN B BUAE NETANbHBIX Y ApYr1X OTPU-
LaTe/bHbIX MyTauuWid, Bbi3bIBatOLLMX MPW Mepexode B FOMO3UIOTHOe COCTOsHWE Ti-
6enb 0CO6EN UM CHUXKEHME WX XKV3HECMOCOBHOCTU.

MeHeTuueckas kapTa —CXeMa PaCrofIOKEHVSI CTPYKTYPHBIX FEHOB U PerynaTop-
HbIX 3/1EMEHTOB B XPOMOCOME.

MeHeTuyeckuit ko — COOTBETCTBME Mexay Tpunnetamm B AHK (nm PHK) n
aMMHOKMCIOTaMU 6e/KoB.

FeHHas uHxeHepus — COBOKYMHOCTb MPUEMOB, METOLOB W TEXHOMOMMIA NomyuYe-
HUsA pekoMBUHaHTHLIX PHK 1 AHK; BbiaeneHns reHoB 13 opraHuama (KIeTok), ocy-
LLECTBNEHMA MaHUNYNALMIA C FeHaMW W BBEAEHWA VX B [IpYriie OpraHn3Mb.

MeHHas Tepanus —BBEAEHNE FEHETUYECKOro MaTepuana (4H K WM PHK) & KIIeT-
Ky 151 BOCCTAHOB/IEHWSI HOPMaSTbHOM (DYHKLMM.

FeHokonuu — MOHATME, KOTAA OWH W TOT >Ke MPU3HAK WM rpynna npusHakos
00YyCoBMEHbI Pa3HbIMU FEHETUYECKUMM HAPYLLIEHNSMMN.

Fenom — 06LLee konmuectBo AHK B rannongHom Habope XpoOMOCOM, T.e. BCA
OHK.

MeHomuka —HANPaB/IeHVe HayKy, U3yYaroLLee reHOMbI BCeX OpraH13MOB.

FexoTn —COBOKYMHOCTb BCEX [EHOB, MPOSABMSIOLLMXCS (DEHOTUMNYECKM.

IeHodoH g —COBOKYMHOCTb BCEX FEHOB B JaHHON MOMYNALMM.

MeH-perynaTop —F€H, KOAUPYHOLWMIA PErynsaTopHbI 6eM0K, aKTVBMPYHOLLWIA Un
NOAABNSAOLLMIA TPAHCKPUMLWIO APYTNX FEHOB.

FeH-cynpeccop —TeH, 00YCMOBNMBAIOLLMIA NOJAB/EHWE NPOSIBNEHNS HeaeNIbHO-
ro MyTaHTHOrO reHa, 13-3a Yero (PeHOTUNMYECKME NPU3HaKY AaHHOM 0CObU He 13Me-
HAKOTCA.

FeH-ycunutens (sHxancep) —KOPOTKUIA cerMeHT [JHK, KOTOpbIi BAWSET Ha Ypo-
BeHb NPOSBEHUS (IKCMPeCCKI) onpesenieHHbIX reHoB, YBENMUMBas YacToTy MHMLMa-
LM 1 TPRHCKPUMNLUK.

FeTeposurota —K/IETKA (MM OPraHW3M), CoAepXaLlasn ABa pasnyHbIX aniens B
KOHKPETHOM J1I0KYCe FOMO/I0rMYHBIX XPOMOCOM.

FeteposnroTHocTs —HA/IMYME Pa3HbIX annenei B,qVII'II'IOVI,qHOVI KNETKe.

FeTepoxpomatuH —06/1aCTb XPOMOCOMbI (MHOTAa Liefiasi XpoMOCcoMa), MMetoLLast
MOTHYHO KOMMAKTHYHO CTPYKTYPY B MHTep(ase U3-3a OTCYTCTBYS TPaHCKPUMLIMK.

MeTepoxpomus pagyxku — HEOAUHAKOBOE OKpALLMBAHWE Pa3/IMYHbLIX YYaCTKOB

Pady>XKW.
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ru6png —0C00b, BO3HUKLLASA B pesynbTaTe CKPELLMBAHWS FEHETUYECKW Pasnny-
HbIX POAUTENLCKMX DOpM.

rvnepTpuxos —M30bITOYHBIV POCT BOJOC.

Fvnonnasus BpoxaeHHas —HELOPA3BUATUE OpraHa, NPOSBAIOLLEECs AenLMTOM
OTHOCWTE/IbHOM MacChl UMW pasmepa opraHa.

runoTenopnsm —YMEHbLUEHHOE PacCTOSIHWE MEXY BHYTPEHHUMU Kpasimu ras-
HLL.

MupcyTusm —36bITOYHOE OBO/IOCEHME Y IEBOYEK MO My>XKCKOMY TUMy.

FonaHnpgpuyeckoe HacnegosaHne —Hac/1€A0BaHNE, CLENIEHHOE C Y—XpOMOCOMOVI.

Fomosnrota —K/ETKA (MM OpraHW3M), Codepxxallias fBa OAMHAKOBbIX annens B
KOHKPETHOM JI0KYCe FOMO/IOMMYHBIX XPOMOCOM.

FomMonoruuHbie xpoMocoMbl —XPOMOCOMbI, OfYHAKOBbIE M0 Habopy COCTaBMAO-
LLUMX WX FEHOB.

Fpynna cuennexus —BCE EHbI, /IOK&/IM30BaHHbIE B O4HOI XPOMOCOME.

Jeneyns — TN XPOMOCOMHOM MyTaLyK, NPy KOTOPOI YTPaUMBAETCA YHaCTOK
XPOMOCOMBI; TWM FEHHON MyTaLmm, NPy KOTOPOWA BbINaAaeT y4acToK Moneky sl AHK.

Jenatypayus —HapyLUeHWe MPOCTPaHCTBEHHON CTPYKTYPbl MOJIEKY/IbI B pe3y/ib-
TaTe paspbiBa BHYTPK- UM MEXMONEKYNAPHBIX HEKOBA/IEHTHBIX CBA3ENA.

JomunanTHbli —TIPU3HAK WM COOTBETCTBYIOLLWIA a/iefb, MPOSBMAOLLMIACS Y re-
TEpO3UroT.

Lpeiid renos —M3MEHEHME YaCTOT reHOB B PsiAly NMOKOJEHWIA, 06YCOB/IEHHOE Cy-
YaliHbIMY COBbLITUAMI MUTO3a, ON/IOAOTBOPEHNS U PA3MHOXEHWS.

Jynnnkayus —TWUMN XPOMOCOMHOA MyTauumn, NPy KOTOPOA YABOEH KaKoW-nnbo
Y4aCTOK XPOMOCOMBI; TUM FEHHOW MyTauum, Npy KOTOPOI YABOEH Kakon-nnbo yda-
cTok AHK.

Esrennka —HayKa O COBEPLLUEHCTBOBAHWN Ye/0BEKa.

3urota — KneTka, obpasyemas Nocne CAUSHUA rameT, U3 KOTOPOI pa3BuBaeTcs
OpraHu3m.

N3meHunsocTs —BaPMabENLHOCTL (Pa3HOOBpa3Me) NPU3HAKOB Cpeay NpeacTaBm-
TeNeil JaHHOT 0 BUJA.

WNH6puannr —CrapuBaHme 0cobel, COCTOALLMX B POACTBE.

Wheepcus —TUM XPOMOCOMHOM MyTaLum, Npy KOTOPOIA NOC/eA0BaTeNIbHOCTb re-
HOB Ha Y4acTKe XpOMOCOM M3MeHeHa Ha 0BpaTHYH; TWM FeHHO MyTalumm, Npy KOTo-
poii Ha onpeaeneHHoOM yuacTke JIHK nocneaoBaTenbHOCTb OCHOBaHWIA 3aMeHeHa Ha
obpatHyto.

NuTepdasa — NEPUOS, XKU3HEHHOTO LKA KNETKU MeXay OKOHYaHWEM OfHOro
MUTO3a 1 Ha4a/ioM Apyroro (MOAroTOBKA KNETKUN K [ENEHNIO).

WNHTpoH —HEKOAVPYHOLLMIA YYacTOK FeHa, KOTOpbI TPaHCKPUOMPYeTCsl, a 3aTeM
yhanseTca u3 npesLlectBeHHMKa MPHK npu ee peaakTupoBaHum CriaiicuHre.

WHdopmaumnorHas PHK —HECET MH(OPMALIMIO O MEPBMYHON CTPYKTYpe Gerka.

N xTnos —«YeLLyIAYaTas» KoK, HaNMOMUHAIOLLEA PbIObHO YELLIyHO.

Kamnomenunsa —WUCKPUB/IEHNE KOHEYHOCTEIA.

KapuoTtun —Hab0p XPOMOCOM B K/eTKax OpraH1M3MOB, MPUHaAIEXaLLMX K O4HOMY
BULY; XapaKTepy3yeTca onpeaeieHHbIMU pasmepamit, hopMOiA 1 YMC/IOM XPOMOCOM.

Knon —TPYnna reHeTUYeCKN AEHTUYHBIX KNETOK, BO3HUKLLMX HENOJIOBbIM MyTem
OT 06LLEro npeaka.

Knonuposanue [LH K —TPOLECC CO34aHNA TeHETUYECKU UAEHTUYHBLIX Mofekyn AHK.
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Knonnposanue knetok —MWX pasfieNieHne nyTem paccesa B MUTATENLHON cpefe U
MO/TyyYeHWe KOMOHWIA, COAEPXaLLIVX NMOTOMCTBO OT M30/IMPOBaHHON KITETKM.

KogomuHuposanue —Y4acTuie 060VX ainiefield reHOB B OMNpeaenieHnn npusHaka y
reTepo3vroTHON 0Co6M.

Kogon —TPOMKA PaCcroNOXEeHHbIX MOAPAL HYKMEOTUAHBIX OCTaTKOB B A H K WK
PHK, KOAVPYIOLWAA OMpeaenieHHyt0 aMWHOKUCIOTY WM ABNAIOLAACA CUrHa/IOM
OKOHYaHWA TpaHCAALMMN.

KoMnneMeHTapHOCTb (B reHeTnke) —CBOMCTBO a30TUCTbIX OCHOBaHMIA 06Pa30BbI-
BaTb C MOMOLLbHO BOAOPOAHBIX CBA3EN MapHble KOMMEKChbl aAeHUH-TUMUH (WK ypa-
LIAMT) M NYaHUH—HWTO3MH NpY B3aMMOLECTBIAN Lieneit HYKMEMHOBbIX KUCMOT.

KoHkopaaHTHocTs —MWEHTUYHOCTb KaKoro-nbo npusHaka y 6/m3HeLoB.

KpuntodTansm — HE0PasBUTIE WM OTCYTCTBUE [N1a3HOrO A6/10Ka, BEK U rnas-
HOW LLIENN.

KpoccuHrosep —MPOLECC 06MeHa yHacTKamy FOMOSIOMYHbBIX XPOMOCOM BO BPEMS
KOHBIOraLum npm meiiose.

Jetans —MyTaLWs, BbI3bIBAIOLLAA r1Ge/b KIETKW U 0COBM.

Nokyc —MECTO PacronoXeHWs reHoB B XPOMOCOME.

Makpocomus (ruraHTusm) —YPE3MEPHO YBEMNYEHHbIE pasMepbl OTAEMbHBIX Ya-
CTe¥i Tena unm 04eHb BbICOKWIA POCT.

MakpoTus —YBe/IMYEeHHbIe YLLHbIe PAKOBUHbI.

Makpouehanna —YPEIMEPHO 60/1bLLAS rofoBa.

Mapkep —aneNb (WM NPU3HAK), HaciefoBaHWe KOTOPOro MpOC/eXVBaeTCs B
MOTOMCTBE.

Meiios — (DOPMa KMETOYHOIO AefleHns, NPMBOAALLAS K 00pa30BaHMIO MO/OBbIX
KNETOK C rannionaHbIM Habopom XPOMOCOM.

Mukporenus —Masible pasMepbl HUXKHEN YentocTu.

MukporHatua —Ma/lble pasMepbI BerHeVI YETOCTN.

MukpoTus —YMeHbLLUEHHbIE pa3sMepbl YLLHbLIX PaKOBUH.

Mukpouedpanus —Ma/ble PasMepbl ro/I0BHOr0 Mo3ra ¥ MO3roBOro Yepera.

MuTo3 — HENpAMOE AeNeHne KNETKW, B pe3ynbTate KOTOPOro JOoYepHUE KNeTKN
NPYOBPETAKOT FEeHETNYECKYHO MH(POPMALWIO, UAEHTUUHYHO MATEPUHCKOA.

MuToxoHapuanbHoe HacnegosaHne —HaC/IEA0BaHME NMPU3HAKOB MepeaaroLLInXca
yepe3 AHK MUTOXOHApWIA.

MHoxecTBeHHble annenn —TPU WA 60/IbLLIEE YNC/IO TEHOB, KOTOPbIE MOryT Haxo-
[WTLCS B OAHOM /TOKYCE (3aHVMATb OIHO M TO Y& MECTO) B FOMO/IOMMYHbIX XPOMOCOMaX.

Mogudukaunm —HEHacNeACTBEHHbIE (DOPMbI U3MEHUMBOCTM.

Mosanyusm —HaIMUME Y MHAVMBMAA KIETOK C ABYMS 1 60nee BapuaHTaMy XPOMOo-
COMHbIX HabopOB.

MoHormu6pugHoe ckpewmsanne —CKpeLLMBaHUE (DOPM, OT/IMUAOLLMXCS ApYr OT
[pyra ro 0fHO/ nape anbTepHATUBHbIX NPU3HAKOB.

MoHocomus —OTCYTCTBYE B KAPUOTHIE OHOW XPOMOCOMBI.

MopraHuga —PacCTOAHNE MeXAY ABYMSA reHaMK, YacToTa KPOCCUHroBepa MeXay
KOTOPbIMW COCTaBNsAET 1%

Mopdorexes —OCYLLECTB/IEHWE FEHETUYECKON MPOrpaMmMbl PasBUTUSA OpPraH13ma.

MyTareHes —TPOLECC BOSHUKHOBEHMUS MyTaLWiA.

MyTarensl — (QU3NYECKME, XMMUYECKME WM BMONOrMYECKWE areHTbl, YBENYK-
BatOLLMe YacTOTY BO3HUKHOBEHWS MyTaLWiA.
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MyTaHT —OPraHu13M, HeCyLLWA MyTaHTHbI ansesb.

MyTauumn nHayuynposaHHble —MyTaln, BOSHUKaOLWLWE N3-3a AeVICTBMﬂ pasnny-
HbIX MyTareHHbIX ()aKTOpOB.

MyTayun cnoHtaHHble — MyTalln, BO3HUKalOLLNE cnyqaﬁHo, Yalle ABnAar0TCA
CNeSCTBMEM HapyLLEHUSI HOPMa/bHbIX FEHETUYECKMX MPOLECCOB B KIETKAaX, TakwXx,
KaK pennmkaums, penapawms.

MyTauns —BHE3aMHOe M3MeHEeHMe reHEeTMYECKOro MaTepuasia, Yacto MpuBoas-
LLiee K U3MEHEHWIO CBOICTB OpraHu3mMa.

HenonHoe goMuHuposanHne — MPOMEXYTOYHOE MPOSB/EHNE NPU3HAKA B reTepo-
3MrOTHOM COCTOSIHUM.

Hopma peakuun —{ManasoH U3MeHUMBOCTN (DEHOTUMOB MPK OAHOM U TOM e re-
HOTMNE B Pa3/INYHbIX YCII0BUSIX CPedbl.

HocnTens —UHAVBAL, VIMEIOLLMIA OfHY KOMMIO reHa, KOTopbIi 06YCoBMBaET pe-
LIECCVBHYHO 60/1€3Hb, 1 OfIHY KOMWKO HOPMa/IbHOTO a/lNiens.

HykneoTuasl —a30TUCTbIe OCHOBaHWA B Mosekyne JHK, coeanHeHHble ¢ yrie-
BOAHbIM OCTaTKOM.

OnurogakTunus —EDTCYTCTBUE OLHOTO WM 6O/ NabLIEB.

Owkorenbl —TeHbl, YbW NPOAYKTbI 06/1aat0T CNOCOBHOCTLIO TPaHCHOPMUPOBaThL
3YKaproTUYECKME KETKM TaK, YTO OHU NPUOBPETAaIOT CBOCTBA OMyXO/EBbIX KIETOK.

MeHeTpaHTHOCTH — YaCTOTA NPOSBMEHNS (heHOTUNA (MpU3HaKa Wi GonesHm),
[EeTepMUHMPYEMOTO JOMUHAHTHBLIM a/jiefieM WM PeLiecCUBHLIM affiefieM B FoOMO3u-
FOTHOM COCTOSHUM.

Mepokcucombl —KPYI/ble UM OBabHbIE OPraHe//bl, HAXOAALLMECS BO BCEX KNET-
Kax opraHu3ma (Kpome 3pefbiX 3puTpOLMTOB).

MnelioTponHocTs —B/MSHAE OAHOTO reHa Ha passuUTHe ABYX WM 6oree (heHoTH-
MUYECKMX NPU3HAKOB.

MonuaakTunns —YyBE/IMUEHVE KONMYECTBA MasbLEB Ha KUCTAX U (1K) CTOMax.

Monumepus —3aBMCMMOCTb Pa3BUTKS OAHOTO M TOrO XXe MpU3HaKa WM CBOCTBA
OpraHu13ma OT HECKO/TbKUX He3aBUCUMBbIX, HO OfHO3HAUHbIX MO AECTBUI FEHOB.

Monumopduam — HAMUME HECKOMbKMX YETKO Pas/invaroLLyxcs (DeHOTWMNOB B
npesenax 04HOM NonynAaLWK.

Monunnons —OPraHN3M, UMEOLLINIA TPU U 607iee HabOoPOB XPOMOCOM.

Monosbie xpoMocoMbl —XPOMOCOMbI, OMPEAENSHOLLME MON MHAMBUAA.

Monynsayus —FPyMnna CBOGOAHO CKPELLMBAIOLLMXCA 0COBeil OHOT0 BMAa, Hace-
NAOLLAA B TeYeHWe 60/IbLLOIO YMCa NOKOEHNIA ONpeseneHHYH TepPUTOPUID BHYTPU
apeana BUfA M YaCTUYHO WM MOIHOCTBHO M30/IMPOBAHHbIX OT APyrux 0cobeit mogo6-
HbIX COBOKYMHOCTEA.

MpeapacnonoXeHHOCTb reHeTnyeckKasn —KOM6I/IHaL|,VIﬂ annenein PasHbIX JIOKYCOB,
npegpacnonaratoLwmx K 6onee paHHeMY BO3HVUKHOBEHWHO 3a60/1€BaHWIA MOJ, BAUSHUEM
(haKTOPOB OKPY>KAIOLLIE! cpedbl 1 60/ee TSHKENOMY MX TEHEHMI.

MpeHaTanbHas guarHocTuka — [MATHOCTMKA HaCNEACTBEHHbIX 6OMe3Hel wm
[pyruX HapyLLeHUI B NEPUOL BHYTPUYTPOGHOTO pasBUTKS.

MpusHak — KaKOE-MGO KayecTBO OpraHu3ma, (heHOTUMNMYECKOe MNPOsB/EHME
[JeiicTBna reHa(oB) M60 PAKTOPOB BHELLHEN cpefbl, MO0 MX COBMECTHOIO Ae/CTBUS.

Mpo6ana —MLO, C KOTOPOr0 HAYMHAETCA COCTaB/IEHV e POLOCNOBHOW MpW reHea-
NOrMYECKOM aHasn3e.

MpokaproTel —OPraHN3Mbl, Y KOTOPbIX HET KIETOUHOIO fapa.
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MpomoTop —PEryNATOPHbI YUaCTOK reHa (OMepoHa), K KOTOPOMY MPYCOEAUHSIETCS
PHK-nonvmepasa ¢ Tem, YTo6bl Ha4aTb TRAHCKPUMLMIO.

Mrepuruym —KPbUTOBUAHBIE CKMAAKN KOXU.

MTo3 —OMYLLEHVE BeKa.

Perynauunsa skcnpeccumn reHos — KOHTPO/Ib HaA KMETOYHOI CprKTypOVI n (*]yHK-
LiMeld, a Takke 0CHOBa ANK(EPEHLMPOBKIM KNETOK, MopdoreHesa 1 afanTaLyu.

PekoM6UHauns romonornueckas — OOMEH TEHETUYECKUM MaTepuasiom Mexay
[BYyMSA rOMOIOrMyHbIMU Monekynamm AHK.

PeHaTypaljnsi —BOCCTAHOB/IEHWE MCXOAHOI NPOCTPAHCTBEHHON CTPYKTYPbI MOJIe-
Kyn.
Penapauuns JJHK —wucnpasneHve nospexaeHnii Monekynsl JHK, BocctaHaBnm-
BaloLLee ee NepBoHaYa/IbHYH0 CTPYKTYPY.

Pennukatop —Yy4acToK JIHK, OTBETCTBEHHBI 33 IHULMALIMIO peryiukaLmm.

Pennukayus —TMPOLECC YBOEHNA MONEKY/T HYKNEMHOBLIX KUC/OT.

Penpeccus —I0/JAB/EHNE aKTUBHOCTW FEHOB, Yallle BCEro ryTem 6/10KMpoBaHus
WX TPaHCKpUMLK.

Penpeccop —OEMOK WM aHTUCMbICNoBast PHK, nofaBnstoLLpiA akTMBHOCTb FeHOB.

PeueccusHocTs —HeYyYacTVe a/yiens B YOPMMPOBAHNN MPU3HaKa Y reTepo3uroT-
HOW K/EeTKW.

PogocnosHas —CXeMa, MOKa3bIBAIOLLsA POLCTBO MEXAY Y/eHaMn OAHOW CeMb B
pAdy NMOKOEHWIA,

Caiit —Yy4acToK Monekysnbl AHK, 6enka nT.n.

CeepxpoMuHnposaHue —0O0/Ee CUMLHOE NPOSIBNEHNE JOMVHAHTHOIO reHa B reTe-
PO3UIrOTHOM COCTOSHWN.

CekBeHnposaHue — YCTAHOB/IEHVE MOCNE0BaTE/IbHOCTU 3BEHLEB B MOJIEKY/laX
HYK/TEMHOBBIX KNCAOT Ui 6ekoB (MoAMnenTmaos).

Cu6ebl —OpaTbs U CECTPbI.

CuHgakTunns —TI0/IHOE UM YaCTUYHOE CpaLLieHNEe COCeAHVX MabLEB KUCTU UK
CTOMbI.

CumnTtom —TMaTOMOTMMYECKUI MPU3HAK.

CkpuHuHr —MOUCK B pacceBax KMeTOK UK (haroB Tex KONMOHWIA, KOTopble coaep-
»KaT PeKOMOUHaHTHble Monekyrbl JHK.

ComaTuueckne kneTkn — K/IETKN TKaHel MHOTOK/IETOUHbIX OPraHW3MOB, He OT-
HocALLEeCs K MoJoBbIM.

Cnnajicuur — npouecc hopmmrposaHus 3penoil MPHK mnm gyHKLUMOHaILHOTO
6e/ka nyTeM yaaneHust BHYTPEHHUX YacTeld MoneKyn —MHTPoHOB PHK mnn nHTen-
HOB Y GENKOB.

Ctpabnam —KOCOI/la3ue.

Cynpeccop —T€H-NOAABUTE/Ib.

Cuennexnune renos —COBMECTHaA Nepeaada reHoB (I'IpVI3HaKOB).

Tenomepbl —KOHLIEBbIE YHaCTKM XPOMOCOM.

Tenbua bBappa —T10/10BOWA XPOMaTuH.

TepaTorenes —fpPOLIECC (DOPMUPOBAHMA aHOMaIMIA Y M/IofA.

Tpanckpunuua — CUHTE3 PHK Ha [AHK-matpuue; ocyllectenserca PHK-
NONMMEPa3od.

TpaHcnokayus —TIEPEHOC YacTW XPOMOCOMbI, Yallie Ha HErOMOJIOTYHYHO XPOMO-
comy.
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PngaHC””'-"V"‘ — MPOLECC OMH>f33 nonmnenTiaa, OMpedenseMblii MaTpuuHolA

Tpncomns —BAMOVIOMM Ty 1000m umeroTes Tp roMonorvuHble Xpomo-

®erokonus  MPU3HAK, passuB™(LLYACA nopg aelicTBreM cpeioBbIx (hakTOpoB, HO
JLLb KONWPYHOLLMIA HacNeACTBEHHO 0OYCOBMEHHBIA MPU3HAK.

®enoTun  BHELLHEE Mpog.ner,/e ceoiioe OPraHn3ma, 3aBUCALLMX OT ero reHo-
TVNa 1 )akTOPOB OKpY»KatoLLieli cpe’y

Xunasmbl - MeCTa 06MeHa M@gqy MOMODryHbIMM XPOMOCOMaMM.
Xumepbl - N1a60paToOpHbIe TMOPLLI (PEKOMOMHAHTDI).
XopuoH - BOPCMHYaTasi 060/104Ka ambproHa

XpomaTugsl — ABe JOYepHue WTn yBMBLLE/CS XPOMOCOMbI, COefAVHEHHbIE
LIEHTPOMEPOIA.
Xpomatun —KoMieke HK, ¢ OcobbiMi 6eN1KOBbIMM MOSEKY/TaMK (TCTOHaMK).

Xpomomepsi —M/IOTHbIE, BUAAWY,ble B CBETOBOV MUKPOCKON 06pasoBaHus, o6pa-
3yeMble 13-3a CnMpanmsaumy Mo e’ gou<h

LleHTpomepa - MNEPBUYHAA nepeTsaxka XPOMOCOMbI.

3k30H —KOAVPYIOLLMIA YHaCcTOK reHa

3K30(TanbM - CMeLLieHne rra;Hioros6oka
HMEM [/1a3HON LN,

SKCN/aHTaT - Bbife/ieHHbIA 13 OPraHM3Ma MaTepran Kakoi-nnoo TKaHu.

3kcnpeccus rena —POLECC PARIM3aLMM MHGOPMALMK, 3aKOAUPOBAHHOM B reHe.
CoCTOMT U3 IBYX OCHOBHBIX CTaAA _ TPaHCKPUMNLWW W TPaHCSLMK.

IKTONUA XpycTanuka (I'LO,IJ,BbIB" xpyCtannKa, BbIBUX XpyCTaJ'IVIKa) —CMeLLeHne
XpyCTa/MKa 13 CTEKNOBUAHON AMKL,

3nureneTnka —pPa3aeN HayKy, I/ByHaroLLin MexaHM3Mbl KOHTPONS aKTUBHOCTY FEeHOB
BO BPEMEHM ¥ MPOCTPaHCTBE B NpoLiecCpa3BuTsA OpraH13mvos.

3nukaHT  BEPTUKaIbHAA KOXIas CKaaKa y BHYTPEHHEro YI/a rnasHol Lemu.

dnucras —OAHA 113 DOPM B3AUMOZEVICTBUS TEHOB, MPU KOTOPOI afyIeNn OfHOTO
reHa noJaBnstoT NPOsBNEHNS anneaen Apyrix reHos

SykapuoTbl - OPraHW3Mbl, KTE>KY KOTOpL[X COAepKar sipa.
dyxpomatuu - [AEKOMMAKTV3NbOBaHHbIA XPOMATMH.

Brepes, CconpoBoXaaemoe pacLumpe-
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