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Beenenue.

Hayxka, cocTaBistoias OCHOBY Bceil coBpeMeHHoU Ouosioruu. Ee Bo3pact — 4yTh
oosee 100 ner (¢ 1900 roma). Ha3BaHue «reHETHKay MPEIJIOKUI AHTIUHACKUI
yuenblit Y. barcon B 1906 r. OHO MPOUCXOIUT OT TPEUYECKOTO CIOBA «genesisy,
YTO 03HAYAET — MPOUCXOXK]ICHHUE.

['eHeTnka — 3TO HayKa O 3aKOHOMEPHOCTSX HACJEIOBAHMS MPU3HAKOB Y
opranu3MoB. llepBblii AEHCTBUTENBHO HAYYHBIM IIar BIEpPEeN B H3YYCHHUH
HACJIICTBEHHOCTH OBLI CAeNaH aBCTpUHCKHUM MoHaxoM ['peropom Mennenewm,
KOTOpHBIM B 1865 rogy onmy0JIMKOBal CTaThlO, 3aJI0KHUBIILYIO OCHOBBI COBPEMEHHOM
r€HETUKU. MeHaenb nmokKas3ai, YTO HAacJIEACTBEHHbBIE 3aJa4l HE CMEUIMBAIOTCA, a
nepesaloTcss OT POJUTENICd MOTOMKAM B BHJAE JUCKPETHBIX (000COOJICHHBIX)
CAVHUI. OTH EAUHUIIBI, TMPEACTaBICHHbIE y OcoOed MapaMu, OCTArOTCsS
JIECKPETHBIMU U MEPEIAIOTCA MOCIEAYIONUM MOKOJIEHUSIM B MYKCKHUX U )KEHCKHX
raMmeTax, Kax/jasi i3 KOTOPhIX COAEPKUT MO OJTHOM €MHUILIC U3 KaKIO0U Maphl.
['enetnueckue 60J€3HU 00YCIOBICHBI HAPYIICHUSIMU B CTPOSHUU TeHOMa (OTCIO/1a
Jpyroe Ha3BaHUE — MOHOI€HHbIE 3a0oiyieBaHMs). B kadecTBe mpumepa MOXKHO
npuBeCTU TaynakTo3emuto. [Ipu 3ToM 3a00sieBaHMM TUIOXO PabOTaIOT (PEPMEHTHI,
KOTOpbI€ TMPEBpAIlAlOT MOJIOYHBIA caxap B TJIIOKO3Y. YK€ BBISBIEH TI€H,
«OTBEHAIOIIMK» 3a pa3BuTUE 3a0oJsieBaHus. bojee TOro, BBISICHEHO, YTO €CIH
pebeHOK mosry4aeT «AedeKTHBIN» Te€H OT OJHOTO W3 POJUTENeH, To (hepMeHTHas
cucrema padotaet nmpumepHo Ha 50%, a eciu oT 06oux, To Bcero Ha 10%[1]

Hear paboTbi: Y3HaTh, 4YTO U3 Ce0S MPEACTABISIOT TEHETUYECKHUE, WIIU
HACJICICTBEHHBIC 3a00JIeBaHMs, KAaK WX JUAarHOCTUPYIOT M MOXHO JIM HX
IPENOTBPATUTH?

3amayu padoThI:

1)  BBISCHHTB, YTO TaKOE M KaK BBIABISCTCS I'eH «OTBCUAIOIIMID» 32 Pa3BUTHE
3a00sieBaHUeE.

2)  IIpoBeputb Bce 0OJIC3HU.

3)  MOXHO 71 UX MPEIOTBPATHTb.



AKTYaJlbHOCTh MOEH WCCIIEIOBATEILCKON paldOThl 3aKIIOYaeTCs B TOM, YTO
3HAHWS TIO0 TEHETHMKE BAXKHBI IS W3Y4YEHUS HACJICICTBEHHBIX 3a00JICBaHUIN B

MCIUIMWHE, TaK KadK 3Ta HAyYKad H3Yy4YaCT HACJIICACTBCHHOCTb W HN3MCHYHUBOCTH

OpraHu3Ma.
I'nnore3sl:
2.YT10 TaKoe reHeTuuyeckue 00J1e3Hu?
3a0ojeBaHus, K KOTOPBIM y yeJioBeKa eCTh HacCJICJICTBEHHAS

MPEAPACIIONIOKEHHOCTh, 3aBUCAT HE TOJBKO OT TE€HETHKH, HO U OT (haKTOpOB
BHEIIIHEH Cpe/ibl: TOTO, TI€ MbI JKUBEM, CKOJIBKO JIBUTAEMCS, YTO €IHUM.
Hanpumep, y uyenoBeka MOXET OBITh CKIOHHOCTh K aTepOCKIEpO3y, HO
MpaBUJIBHBIN 00pa3 KU3HU M PAIMOHAILHOE MUTAHUE MTOMOTAIOT €My OCTaBaThCA
3I0POBBIM.

3.0npenesienue resa
['er — 310 Pparment Hameit JTHK. CoBOKYITHOCTh T€HOB (a UX YUCIIO JOXOIUT IO
25 000[2]), mpencTaBnsomias coboil mioTHO cBepHyTyo HUTH JIHK, — 370
xpomocoma. Beero y denoBeka ux 23 mapbl. ITO BECh Halll FTEHETUYECKUIN Oarax,
WJIU MHAYe — IFeHOM.
Kaxnas n3 23 XpoMOCOM HMMEET CBOIO Mapy. 3alKcaHHas B CTPYKTYpE OJIHOU
XpoMocoMbl HH(popMmarus 1y0aupyercs Ha napHoi. To ecTh t000# npu3Hak, 0y1b
TO IBET TJIa3 WU MPEAPACTIONIOKEHHOCTh K CEPACYHO-COCYIUCTHIM 3a00JICBAaHUSM,
Komupyercs nBymsi reHamu. OHM MOTYT OBITh WACHTUYHBIMUA, HO MOTYT U

OTJINYATHCS (TaKUE TeHbl HA3BIBAIOT AJIJICIISIMU).

XpoMmocombs
TITRRTLT,
11: i} ”:'
a 5
Hy %
" ){ 0
" 12
AR 5!
"7 18
7
N :
X Y




Hanpumep, ouH 13 ABYyX I'€HOB, OMPEAECISIONINMI [BET IJ1a3, MOKET «KOJIUPOBATH)
Cephli OTTEHOK, a BTOpoi — Kapuil. CKopee BCero, y HOCUTENS TaKUX ajlienen
uBeT ria3 OyAeT Kapui, Tak Kak IeH, HeCymUi 3Ty HHPOpMalUIO, SBISETCA
JOMUHAHTHBIM. BTopoil ke reH (cepblii IBeT T11a3) Oonee «caadblidy —
peueccuBHbIi[3]. Teneps pazdepemcsi B MexaHuzMme Hacnenoanus. opmupyscs,
3apOJBIII MOJYYaeT MOJOBUHY XPOMOCOM OT MATE€pH, a MOJOBUHY — OT OTIA.
NMeHHO MO3TOMYy OpraHu3M peOeHKa HE KOMUPYET HU OJIHOTO U3 POJUTENEH, a
MMEET CBOIO MHIUBUIYAIBHOCTD.

[lepemaya xpoMocoMm, TEHOB, a 3HAYWT, W Tepeaada uWHPoOpMaAIUU O
HACJIEJICTBEHHBIX 3a00JIEBaHUSAX, BOZMOKHA 110 HECKOJIBKUM CXEMaM:
1)ayTOCOMHO-IOMUHAHTHBIN. Eciu pebeHoK MOJTy4YaeT «CUJIBHBIN,
JIOMUHAHTHBIM, T€H XOTA Obl OT OJHOTO M3 POAMUTENEH, TO ATOT T€H 00s3aTEIIHHO
MPOSIBUTCSL.

Takum o0pa3zom Tmiepenaercs, HapuMeEp,XOHApPOIUIazusd — 3a0oyieBaHUe, MpU

KOTOPOM HapyIlaeTcsl pOCT KOHEUHOCTEM, @ KOCTH CTAHOBATCS JIOMKHUMH.

3.1 lIpyyuHbI aXOHAPOIJIAZUHA

B ocHOBe axoHApoIUIa3Wy JIEKUT HApyLIEHUWE Pa3BUTUA KOCTEW BCIEACTBUE
TeHeTHYEeCKU OO0ycloBIeHHOW auctpodum smuduzapasix — xpsmieit.  M3-3a
XA0THUYHOTO PACIOJIOXKEHUSI KJIETOK POCTKOBOM 30HBI MPOUCXOAUT HApyIICHUE
HOPMAJIBHOTO MpOIiecca OKOCTEHEHHs. B pe3yibrare pocT KOCTEM 3aMeliseTcs.
[Ipn sTOM mOpa)karTCsi TOJBKO KOCTH, PACTYIIME MO SHXOHIPAIBHOMY THIIY:
TpyO4aThle KOCTH, KOCTM OCHOBaHMsA uepena u T. A. Koctu cBoma ueperna,
pacTylue W3 COEOUHUTENBHOW TKaHW, JOCTUIAOT IOJIOKEHHOIO pa3Mepa, 4To
IPUBOJUT K HECOOTBETCTBUIO MPOIMOPLMA MEXAYy TOJIOBOM MU TEJIOM, a TaKKe

CTAaHOBUTCS IPUUMHON XapaKTEPHOTO U3MEHEHHS (hOpPMBI Yepera.

3.2 JleueHue axOHAPONIAZUH
[TosiHOE W3NIEYEHWE TMAIMEHTOB C AaXOHIPOIUIA3WEHW CHJIIAaMH COBPEMEHHOM

opToncaruu IIoKa HEBO3MOKHO. HpC}IHpI/IHI/IMaJ'H/ICL IMOIIBITKK IMPOBOJAWUTDL JICUHCHUC
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C HCIOJB30BaHMEM TOPMOHA pPOCTa, OJHAKO, JOCTOBEPHBIX CBHUAETEIHCTB
3¢} (HEKTUBHOCTH 3TOM METOAMKU NMPH aXOHAPOIUIA3UU TMOJYYHTh HE yAaloch. B
paHHEM BO3pacTe IPOBOJUTCS KOHCEpBaTHBHas Tepanus, HampaBleHHas Ha
YKPEIUIEHUE MBI U NPOPMIAKTHKY nAedopmanuu KoHeYyHOCcTeH. boiabHBIM
axoHjaporiazuei HazHavaroT JIOK, maccax, peKOMEHAYIOT HOCUTh CHELMATIBHYIO
OpTOIENYECKYIO OOYBb.

2)ayTOCOMHO-PELIECCUBHBIN. 3/1€Ch 4YyTh CIIOXKHEE — TMPU3HAK MPOSBIAETCA
TOJILKO B TOM CJlydae, €ClIM pEOEHOK MOIY4YHJI OT POJAUTENEH JIBa «CIIA0BIX»,
pEIECCUBHBIX, TeHa. BeposSITHOCTh MposBIeHUS 3a00IeBaHMsI HUXKE, YEM B TIEPBOM
ciyyae. Takum 00pa3oM TE€pelaroTCss MO HAcIEACTBY (PEHUIKETOHYPHS.
['enernyeckoe 3abosneBaHHME, HACJIEACTBEHHOTO XapakTepa, INpU KOTOPOM Yy
OOJIbHOTO HapyIIaeTcsl HCIOJIb30BaHUS OpPTraHU3MOM (peHmIanaHuHa, OJHOM U3

KIIFOYCBBIX dAMHUHOKHUCJIIOT B OPIraHU3Me.

3.3 lIpuyuHbl (PeHUIKETOHYPHUHU
3a0oJieBaHUE SABIISETCS T€HETHMYECKUM Je(EKTOM U NEepeaeTcsl MO HACIEACTBY.

@DakTopbl Cpeibl HE MOT'YT CIIPOBOLIMPOBATH Pa3BUTHE TAHHON OOJIE3HU.

3.4 llpu3Haku GeHWIKETOHYPUH

[Tpu3Haku 3a00sieBaHUs TPOSABIISIIOTCS y peOEHKa C MEePBbIX HEAEIb KU3HU, TOJIBKO
B TOM cllyyae, e€ciii (PeHWIKETOHYpHUsl He ObUla IHarHOCTUPOBaHA B pojjaome. Y
pebeHka HaOMIOJaeTCsl BSJIOCTh, CYJIOPOTH, OJIEAHBIE KOXXHBIE MOKPOBBI, OYEHBb
CBETJasl KOXa U CBETJIO TOayOble IJla3a, MAJIEHbKUN pa3Mep roJIOBbI, XapaKTePHBIM
"MBIIIMHBINA" 3amax KOXKW, aJVIEprUYECKUE BBICHIIAHUSA W TMOKPACHEHHUE KOXKH,
OTCYTCTBUE HHTEpEca K OKpPYXalolEMy MHUDPY, 3aMeUIeHHEe (PU3HUECKOTOo H

YMCTBCHHOT'O pa3BUTHUA, HAPYIICHUC YMCTBCHHOI'O PA3BUTHUS, BIUIOTH 10 UJIUOTHH.

3.5 JleueHue (peHUIKETOHYPHHU
B mnepByto ouepenp OOIBHOMY CleayeT COOMIOAATh AUETHYECKOE MHUTAHHE C

OIrpaHUYCHHUEM (bCHI/IJ]aJ]aHI/IHaZ OI'paHUYUTL WM HCKIIOYUTDH YHOTpe6JICHI/IC B
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nuily OENKOB JKMBOTHOTO UM PACTUTENBHOTO MPOUCXOXKACHHUSA, HUX CIEAyeT
3aMEHUTh Ha CHEIHAJIbHbIE OENKOBBIE CMECH; I KOPMIICHUSI MAJICHbKUX JCTEH,
OONBbHBIX  (PEHWIKETOHYpUEH, NPUMEHSIOT  CHEUUalbHO  pa3pabOTaHHBIE
NUTATeNbHBIE CMECH C HHM3KUM COJEp)KaHUEM (PeHMUIIANaHWHA; PEKOMEHIYeTCs
OTKa3aTbCsl OT Ta3sUpPOBAHHBIX HAIUTKOB, CIAJOCTEH, >KEBATECIBHBIX PE3UHOK.
Jluetndyeckoe IHTaHHE PEKOMEHJOBAHO NALMEHTYy J0 IIepuoAa IO0JOBOIO
CO3pEBaHMUsA, B HEKOTOPBIX CIydyasx MOKW3HEHHO. JleueOHas ¢uskynpTypa. [Ipu
NOSIBJIEHUU CYJIOPOT, HA3HAYAKOTCSI IPOTUBOCYAOPOKHBIE IIPETAPATHI.

3) xkogoMuHaHTHBIN. [Ipy 3TOM THUIEe HAcIeAOBaHUS MPOSBISIOTCS 00a TeHa — U
JOMUHAHTHBINA, U perecCuBHbIN. [IpuMepomM MOKeT ObITh CEPIOBHIHO-KIETOYHAS
aHEMMs: HAJIMYME AKTUBHBIX JOMHUHAHTHOIO U PELECCHUBHOIO I'€HOB IPUBOAUT K
TOMY, YTO B KpPOBH OOHapyXUBaeTCs M HOpMajbHas, W MaroJoruyeckas Qgopma

FGMOI‘J’IO6I/IH&, HacCJICAOBAaHUC, COCIIJICHHOC C IIOJIOM.

3.6 IIpuyuHbI CEPNOBUAHO-KJIETOYHONH AaHEMHUH

CeproBUIHO-KJIETOYHAS! AaHEMUS YEJIOBEKA BBI3BIBACTCS TEHETUYECKON aHOMAJINEH
B T€HE TreMorjoOMHa. DTa aHOMalHs MPUBOAUT K IOSBICHUIO CEPIOBUIHOTO
remorso0uHa. Korga Kuciopos BeICBOOOKIAETCSI OT CEPIIOBUAHOTO TE€MOTIO0MHA,
OH CKJIEMBAETCs U 00pa3yeT NJIMHHbIE CTEP’KHU, KOTOPBIE MOBPEXKIAI0T SPUTPOLIUT
U U3MEHSIOT ero (opmy. CeprnoBHIIHBIE 3PUTPOLMUTHI U BbI3BIBAIOT CHUMITOMBI
CEPIIOBUIHO-KJIETOUYHON aHemMuu. CeprnoBUIHO-KIETOYHAs aHEMUsS YEJIOBEKa HeE
3apa3Ha. JTO TEHETHYeCKoe 3a00JieBaHHE, C KOTOPBIM POXKIAETCS YEJIOBEK.
3abosieBaHuEe pa3BUBAETCS, KOrja PEOCHOK HACIEIyeT JBa aHOMAJIbHBIX T'eHa
reMorjo0uHa, IO OJHOMY OT Kaxjoro wu3 poauteneid. Jlrogu, KoTopbie
yYHacJIeI0BaJld TOJIbKO OJUH aHOMAaJbHBIM T'€H TI'eMOrJoOWHa, SBIAIOTCS €ro
HOCUTEJISIMH, HO Y HUX HE OyZIeT aHEMUU U CUMIITOMOB 3TOT0 3a00JIEBAHU.
N3BeCTHO, YTO NOJIOBBIE XPOMOCOMBI Y MYKUYMH W JKEHIIUMH PA3IUYaroTcs: y
JKEHILMH JIBE X-XPOMOCOMBI, a Yy My*)4uHbl — X U Y. K MonoBeIM XpoMocoMam
«TIPUBS3aHBD HEKOTOPBIE BayKHbIE MPU3HAKKU U HH(pOpManus o 3aboneBanusix. s

JICUCHUA CepHOBHJIHO-KHGTO‘{HOﬁ AHCMHUH YCIIOBCKA ITPUMCHAIOTCA:
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1.Ommounabie 00e300MBaroIe (Hampumep, MophuH);
2.IIpoTuBOBOCTIANIMTENBHBIE TIPENapaThl (Harpumep, HOymnpoden);

3. AHTHOMOTUKY 7S IeUEeHUST HH(EKITHIA;

4 Kucnopog,

[lepenuBaHue SpUTPOLIMTOB MOXKET IMOHATOOUTHCA B CIIydae TSKEJIOW aHeMUH, JUIs
npopUIaKTUKKA TPHUCTYNOB CTEHOKApAWM WM Tepen omepanueid. MHorna
00OMEHHOE TEpEeMBAHUE OCYIIECTBISIETCA C MOMOIIBIO CIEHUANIBHOTO amnmnapara,
KOTOPBII yAansieT CeproBUIHBIE KPAaCHbIE KPOBSHBbIE KJICTKM U 3aMEHSET UX Ha
3JI0POBBIE.

Cxema HacnefoBaHUsA PeLecCUBHbIX MyTauun, HanpumMmep (PeHUNKeTOHY pUn

3popoBbin oTey — 3popoBaAa maTb —
HOCWTENb NOBPEXAEHHOTO reHa HOCUTENb NOBPEXAEHHOTO reHa

300pOBbIVi JOMUHAHTHBIV FeH PeleccrBHbIN NOBpeXAEHHbIV reH

3popoBbin 3n0poBbit pe6eHOK — bonbHowM
pebeHok HOCUTeNb NOBPEXAEHHOTO reHa pebeHok

Hampumep, remodwunmeii, Kak H3BECTHO, OOJICIOT TMOYTH HCKIIOYUTEIHHO
MYKX4UHBI[6]: ect B X-XpOMOCOME y MY’KUHUH COIAEPHKUTCSA I'€H, OTBEUYAIOIINMN 32
NAaTOJIOTHIO, TO Y-XpOMOCOMa HHMKaK €ro He KOMIIEHCUPYET, TaM 3TOro reHa
HeT[7]. Ilo aToMy ke NMPUHIMITY MepelatoTCs NaJbTOHNU3M, MBIIIEYHasT TUCTPOPUs
Mromena u 1.4. K Hanbonee pacnpoCcTpaHEHHBIM T€HETUYECKUM 3a00JI€BaHUSIM
OTHOCSITCA: NalbTOHU3M — oOKojJo 850 ciywaeB Ha 10 000; pacuienseHue
no3BoHouHHKa — 10-20 cioyuaeB Ha 10 000 wenoBek; cunapom Kalindenbrepa

(3HIIOKpUHHBIE HApYIIEHHs, KOTOpPblE MOTYT CTaTb MPUYHUHON MY>KCKOTO



oecrutonusi) — 14-20 wa 10 000; cungpom [layna — 9-13 uwa 10 000; cuaapom
Tepnepa (607€3Hb, KOTOPAsi MPUBOIUT K MTOJIOBOMY HH(PAHTUIN3MY) — OKOJIO 7 Ha
10 000;dbenmnkeTonypus (HapymeHrue MeTaboau3Ma aMUHOKUCIIOT) — 10 3,8 Ha
10 000; metipopudbpomaTo3 (3aboneBanue, MPU KOTOPOM y OOJHLHOTO BO3HUKAIOT
onyxonn) — okoJio 3 Ha 10 000; mykoBuciuaoz — 1-5 Ha 10 000; remodunus —
1o 1,5 ma 10 000[8]. HanpaBnenusi reHeTH4ecKkux oocinenoBanuii CerojHs Bpauu
BBISIBIISIFOT TEHETUYECKHE 3a00JIEBaHUSI C BRICOKOW TOYHOCTHIO, TaK KAaK TIEPEIOBHIE
TEXHOJIOTUM TO3BOJISIIOT OYKBaJIbHO 3arfisiHyTh BHYTPb T'€HA, ONpPENeNuTh, Ha
KaKOM YpOBHE ITPOU30IIIO HAPYIIICHUE.

W3 ctaThu B MHTEpPHETE S y3Hajla, 4TO B 3apyOEKHOM Mpecce yKe MOSIBISIOTCS
COOOIICHHSI O TOM, YTO BEIYTCS DJKCIEPUMEHTHI IO MPUMEHEHUIO METOOB
peIakTUpOBaHUs TeHOMa JUisi OOphObI C HEKOTOPHIMH 3a0oJsieBaHUSMU. B
YaCTHOCTH, >KypHas1 Nature yrnmoMuHand O MOJOOHBIX IKCIIEPUMEHTaX B 00JacTH

60pbob1 ¢ BUY[9]. EcTh HECKOIBKO HaMpaBIeHUH 00CIIeIOBaHUIA.

4. luarHocTu4yecKoe TeCTHPOBaAHNE
JIMarHOCTUYECKOE TECTUPOBAHUE MTPOBOAUTCS, €CIU y MALMEHTA €CTh CUMIITOMBI
WIN OCOOCHHOCTH BHEIIHEr0 pa3BUTHS, CIy)Xallde OTIMYUTENIbHON uepToi
reHernyeckoro 3aboneBanus. Ilepen HampaBieHHeM Ha JMAarHOCTHYECKOE
TECTUPOBAHUE MPOBOJAT BCECTOPOHHUU OcMOTp naummeHTta. OpHa U3
OTJIMYUTEIbHBIX YEPT HACJIEJACTBEHHBIX 3a00JIeBaHM — 3TO MOpa)kKeHUE
HECKOJIBKUX OpraHoB u cucrem[10], mosToMy mpu BBIAEIEHUU LENOr0 psAaa
OTKJIOHEHMH OT HOpPMBI Bpad HampasiIseT NANWEHTa Ha MOJIEKYJIpHO-
TEHETUYECKYI0 JMAarHOCTUKY. Tak Kak MHOTrMe HacleACTBEHHbIE 3a00JIeBaHUs
(manmpumep, cunapombl JlayHna, OnBapnaca, Ilatay) cBsi3aHbl ¢ HapylIeHHUEM
KOJIMYECTBA XPOMOCOM (KapuoTuma), TO JJIsi HX IOATBEPXKIECHHUS MPOBOIAT
KApUOTUIIMPOBAHUE, TO €CTh W3YYEHHE KOJIMYECTBA XpoMocoM. [l ananmsa
TpeOyIOTCS KIETKU KPOBU, KOTOPbIE B TEUEHHE HECKOJIbKUX JTHEW BbIPAIMBAIOT B
0co00# cpene, a 3aTeM OKpalIMBaloOT. Tak Bpauu BBLACISAIOT U UACHTUPUIHUPYIOT

KaXIyI0 XpOMOCOMY, OMPEAEISIOT, HAPYIIEH JIM UX KOJIUYECTBEHHbIA cocTaB[11],
9



OTMEYAIOT OCOOCHHOCTH BHEIIHEro CTpoeHus. [Ins BbIABICHUS MyTalui
KOHKPETHBIX 'eHOB npumensercss Meton [P — nonmmepazHoi nenHou peakuuu.
Ero cyre cocrour B BbiaeneHnn JHK u MHOrokparHom BOCIPOHM3BOACTBE
UHTEPECYIOIIEr0 HCCIEAoBaTeNd ydacTka. Kak OTMeYaroT — CIeHUalIuCTSl,
npeumymectso III[P — ero BbICOKas TOYHOCTB: 31€Ch IMOYTH HEBO3MOXKHO
HOJIyYUTh JIOKHOIOJIOKUTENBHBIN pe3ysbTaT. MeTon yno0eH elle U TeM, YTO AJIs

UCCIIEIOBAHUSI MOKET OBITh B3ATa JIt00ast TKaHb opranusmal12].

5. [IpenaTajbHasi ¥ NPeIUMILIAHTANOHHAS TNATHOCTUKA
Ecnu BBl 3HaeTe, 4To y Bac B CEMbE€ WIIM B CEMbE CyIpyra ObUIM Cily4yau
HACJICICTBEHHBIX OOJe3HeH, TO, KOHEYHO, 3aXOTUTE BBISICHUTH, KaKOBa
BEPOSTHOCTh MPOSIBIICHUA UX Y Balux feTed. Bpaun yacto npemsiaraloT Oyaynum
poauTensaM cAenaTh MNpEeHaTalbHYK) AWArHOCTHUKY. A €ClIM Iapa HCIOJIb3YyeT
BCIIOMOTATEIIbHbIE PENPOAYKTUBHBIE TEXHOJOTHUH, TO M MPEIUMILIAHTAIIUOHHYIO
reHeruueckyro auarnoctuky mioaa (I1J1). I/l Hy>kHO chenaTh, €Ciau BO3pacT
MaTepu TpeBblaeT 35 JeT, ecid y Tnapbl yKe ObUIM TpephIBaBIIUECS
OEpEeMEHHOCTH, a TaK)Xe POJUIUCH JIETU C HACJCJACTBEHHBIMU 3a00JICBAaHUSMHU.
Taxxxe Bpaun pekomeHaytoT aenarth '/, eciim poauTenn SBISIOTCS HOCUTEIAMUA
r€HETUYECKOro Heayra. B 3ToM cilyyae B ceMbe€ €CTh CIydaW MpPOSBICHUS
MaToJIOTHUU, HO CAMH CYIIPYTH 3I0POBBI. A BOT BEPOSITHOCTh MPOSIBJICHUS 0O0JIE3HU
y pebenka moxer mocturatb 50%, mpuuem III'J[ momoraer To4HO oOmnpeaeauTh
ATOT TIOKa3zaTeslb. AHaIU3 NPOBOAUTCS, KOrja 5MOpPHOH, TOJIYYEHHBIM «B
npoOupke», BbIpacTaeT 10 craguu 6 wuinu 8 kinetok [13]. IlpenartanbpHas
reHeTHYecKasi TMarHoCTUKa MTPOBOUTCS, KOT/Ia peOCHOK €111e HaXOAUTCS B yTpoOe
Matepu. IIpeAnosioxuTh HaduYue TEHETHMYECKUX OTKJIOHEHUN Bpad MOXKET Ha
OCHOBAaHWHU aHAJIW30B KPOBH Marepu WiM 1o pesyiapraram ¥Y3U minona. Iloatomy
Ha HayaJlbHOM JTame OepeMEHHas MPOXOIUT TPEXMApPKEPHBIH CKPUHUHT: B €€
KpoBH omnpenensioT ypoBeHb A®DII, [B-XopuoHHWYECKOr0 TOHAAOTPONUHA U
scTpuosia. Ecniu ux KOHUEHTpauus OTIMYHA OT HOPMBI, TO Bpad PEKOMEHIYET

BBITIOJTHUTh TEHETHYEeCKoe oOclieioBaHue pedeHka. /[[ns 3Toro ¢ momoIibio
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NYHKIIUA OEpyT aMHUOTHYECKYIO >KHIKOCTh WM TMPOBOMST KapHOTHUIIUPOBAHUE
mioAa. EAMHCTBEHHBIM HENOCTATOK 3TOr0 METOAA — JOJTUN NEPUOJ OKHUIAHUA
pe3ynbTaToB. Ecnu mocnenuuii OyJeT HETaTUBHBIM, TO >KEHIIUHA MPOCTO MOXKET
HE YCIETh MPUHATH PEIICHHE O MpephIBaHUN OepeMeHHOCTH. ECTh 1 anpTepHaTHBA
— aHalii3 BOPCUH XOpHOHA. Ero MOXKHO cAenaTh Ha paHHEM CPOKE, HO MOIYyYEHHE
MaTepuana MpeACTaBiIsieT yrpo3y njisi mpoTekaHusi OepemenHoctu[l4]. B
MOCIICIHEE BpEMsSl TMOSBWIACH €II€ OJIHA BO3MOXHOCTh MPEHATAJIBLHOIO
oOcneoBanms 1mioga — HewmHBaszuBHbIMNpeHaTanbHbIN JHK-Tect (HUIIT-Tecr).
B sTOM cilydae HyXHa TOJBKO KpOBb MaTepu. TOYHOCTH TecTa pocturaet 99%,
MpUYEM MOKHO cJieflaThb OOCIIEJOBAHME KaK Ha caMble 4YacTO BCTPEUaOIIUEcs

IFCHCTUYCCKHC I1aTOJIOTHH, TaK U IIOJTHOC UCCIICJOBAHUC nnona[lS].

6. OnpenesieHne HOCUTEILCTBA
PaccmartpuBast BUIbI HacaeA0BaHUS TC€HETHUYECKUX 3a00JI€BaHUM, MBI YITOMSHYJIN
00 ayTOHOMHO-PEIIECCHBHOM CITIOCOO€ W O HACIEOBaHWH, CIICTUICHHOM C TOJIOM.
UYenoBek MokeT OBITH 3/JI0pOB, HO B €ro TCHOTHUIIE MPH 3TOM IPUCYTCTBYET
MIaTOJIOTUUECKNH I'eH. BEIIBUTE 3TO mOMOTraeT aHajIn3 Ha HOCHUTEILCTBO. MHOrme
ACIal0T C€ro Ha CTaauu INIaHUPOBAHUA 6epeMeHHOCTI/I, LITO6I:I BBIYHUCIIUTH
BEPOSTHOCTh POXICHUS peOCHKa ¢ IeHeTHYEeCKMMH 3abosieBaHusMu. Hampumep,
TaKasd 60J'I€3HB, KakK FCMO(i)I/IJ'II/IH, IMPOABIIACTCA TOJIBKO Y MYJKUYMH, KCHIIMHBI HC
0o7eroT, HO MOTryT OBbITh HocutTensiMu. [lo3TOMy KEHIIMHAM, Y KOTOPBIX €CTh
POACTBCHHHUKHA C HpO6H€MaMI/I CBCPTBIBAHUA KpOBH, nepen 3a4aTucm
PEKOMEHAYCTCA CACIaTb CKPHUHHUHI TI'CTCPOSUTOTHOTO HOCHUTCIbCTBA, 4TOOBI

OTIPEJICTUTH BEPOSATHOCTh POXKACHUS MalbunKa ¢ remodrmeii[ 16].

7. XpomocoMHbIe 00J1€3HU
[IpyuymHON STUX TEHETHYECKUX 3a00JeBaHUN  CIHY)KUT HApyIICHHE B
KOJIMUECTBEHHOM COCTaBE XPOMOCOM WJIM B UX CTPOCHUH.
Hanpumep, npu Hanuuuu AONOJHUTENBbHOM (TpeThel) 21-i XpoOMOCOMBI

dbopmupyercs cunapom Jlayna. Ilpuumnoii cunnpoma IllepmieBckoro-Tepuepa
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ABJIIETCSI HAJMYME BCEr0 OAHOW X-XPOMOCOMBI Yy JKE€HIIMH. A €CIH y MYXYHHBI
IIOJIOBBIE XPOMOCOMBI IPUCYTCTBYIOT B codetaHnn XXY, a He XY, TO eMmy
craBuTca cunapoM Knaltndensrepa. MHOTHE XpOMOCOMHBIE HapylICHUS,
HalpuMep, YJABOCHHME WM YTPOCHHE, HECOBMECTHMMBI C JKH3HBIO. Yarmie Bcero
3apOJIBIIIN MOrHOarT B yTpoOe, a pOAMBIIHMECS JI€TU KUBYT BCETO HECKOJBKO
nuei[18]. B To ke BpeMs ObIBaIOT ciiydad, KOT/Ia Y YeJIOBEKa €CTh pa3HbIe BUJbI
KJIETOK: HECYIIIHE ITaTOJIOTUYECKUE XPOMOCOMBI M HE UMEIOIINE ITUX HAPYIICHUU.
OTO SBJIEHUWE HOCUT HAa3BaHHE «MO3aWLIM3M», W TOTJA MATOJOTHUS MOXKET
NPOSIBIISITGCS. B MEHBILIEH CTENEHW WM MPAKTUYECKH He mposBisATheA[19]. [lns
JWAarHOCTUKU TNPOBOJTAT KapUOTUNMpOBaHHWE. B kadecTBe mnpumepa MOXKHO
npuBectd cuHapoMm KnailHpenbrepa — pelnkoe TreHeThdeckoe 3aboseBaHUe,
KOTOPBIM CTPaAal0T MYXYHMHBbI. BHENIHEe OHO BBIpa)kaeTcs B EBHYXONOJOOHOMN
BHEIIHOCTH, YBEJIMYEHUU TPYIHBIX >Kele3, HapyLIeHWH MOJOBOW (yHKUHUU.
[TonpoGHOE M3ydYeHHE cOoCcTaBa MOJIOBBIX XPOMOCOM ITOMOTAaeT OMPEIEIIUTh, KAaKOe
MMEHHO HapylIeHHE MPOU30IUI0 Yy NalueHTa (JUIIHUX X-XPOMOCOM MOKET ObITh
HECKOJIbKO). B 3aBuCMMOCTM OT KapuOTHIA BapbUPYyEeTCs M CTENEHb
BBIPAKEHHOCTH MPpU3HAKOB 3a00sieBanus [20]. MokeT ObITh HAPYIIEHO U CTPOCHUE
XPOMOCOM, @ HE TOJIBKO MX KOJIMYECTBO. B mpouecce aeneHus KiIeToK, €CIu «4To-
TO MOWJET HE TaK», MPOUCXOAMUT yTpaTra 4YacTH XPOMOCOMBI WJIM, HANpOTHUB,
YABOEHUE KAaKOTO-TMOO0 yuacTka. XpoMOCOMa MOXET pa3BepHyThcsi Ha 180
rpaaycoB (MHBEPCHUS), WIIH €€ KOHIIBI 00pa3yIoT KOJBIIO.

HanpuMmep, CMHIPOM KOIIAYbEro KpUKa — 3TO CIEACTBUE NEPECTPOMKHU MATOU
XpoMocoMbl. [leTu, poauBiIMecs C TakOW MaToJIOrHel, cneuuUuyuecku Kpuyar
(3ByK HamOMHHAeT MsiyKaHbe KOIIKH). OOBIYHO OHU MOTHOAIOT B TMEPBBIE TOJIBI
YKW3HU, TaK KaK IMATOJOTHS MPOSABISETCS MHOTOYUCIEHHBIMU NTOPOKaMU Pa3BUTHUS
BHyTpeHHUX opradoB[21]. [lammenTam ¢ XpOMOCOMHBIMH 3a00JICBaHHSIMHU
Ha3HA4yaloT IUTOreHeTndyeckoe obcienoBanue. OOBIYHO €My MOJABEPraloTcs Hu
poauTeny, 4To0bl YCTAHOBUTH, UMEET JIM MECTO Haclieqyemasi MaTOJIOTHs WIH Ke

ATO €AMHUYHBIN ciryqai[22].

12



8.I'enHbIe MyTAIMU
Hapymiennss MOTyT MpPOM30HTH HE B XpPOMOCOME, a JIUIIhL Ha OJTHOM €€ Yy4acTKe.
Torma ™Mbl TOBOPUM O TEHHOHW MyTalMd. OTH 3a00JIeBaHUS HA3bIBAIOTCS
MOHOTEHHBIMH, K HUM, B YaCTHOCTH, OTHOCATCSI MHOTHE HAPYIIEHUS METa0oIn3Ma:
MYKOBHCIIHJI03, (DEHHIIKCTOHYPHS, aHAPOTCHUTAIBHBINA CHHIPOM | T.J1. MHOTHE U3
ATUX 3a00JICBAaHUK MOTYT OBITh BBISBICHBI IIPH O0S3aTCIHPHOM CKPHHUHIE BCEX
MJIQJICHIIEB B pojaoMe. PeOeHOK, y KOTOPOTO €CTh OTKJIOHEHHSI OT HOPMBI, MOYKET
OBITH HaIlpaBJICH Ha JOIOJHHUTEIBHOE TCHETHYECKOE 00CIIeIOBaHue. A TIPUHSATHIC
BOBpPEMsI MEphI IMO3BOJISIOT B HEKOTOPHIX CIydasX IPEIOTBPATUTh pPa3BUTHE
CEphE3HBIX HapylieHWH. B TO ke BpeMs CYyIIECTBYIOT 3a00JIEBaHMsI, BHI3BAHHBIC
TCHHBIMH MYTAaIUsMH, KOTOPBIC HE MPOSBIIAIOTCS SPKO M OAHO3HAYHO. B KadecTBe
puMepa MOXKHO TPUBECTH CHHIPOM Bosbdpama, KOTOpBIA IeOIOTHPYET Kak
caxapHbIi JuabeT B paHHEM BO3pAacCTe, 3aTeM MPOSBISICTCS YXYAIICHUEM 3PCHHS
WM ciayxa. Bpad MoKeT NOATBEPAWTh CHHIPOM TOJIBKO IO pe3yibTaTaM

T€HETUYECKON IKCIIEPTU3BI.
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3akiloueHue
MBI  paccMOTpenM  HEKOTOpPBIE HACIEJICTBEHHBIE OOJIE3HUM 4YEJIOBEKa, HX
KJIacCU(UKAIMs, BBISBICHbI MNPUYUHBI WX BO3HUKHOBEHHS, IIOCJICACTBUS HX
MPOSIBJICHUSI, METOJIbl JTMarHOCTUKH, CIOCOOBI jJeueHusi. O4eHb BaXKHO BOBpPEMS
OMpEeNeNUTh (IMarHOCTUPOBATh) HAJMYWE HACJIEICTBEHHOIO 3a00JIeBaHUA Y
HOBOPOXXJIEHHOTO, TaK M MPEAYNPEeauTh POXKJIeHHE O00ibHOTO pedbéHka. C aToM
LEJIBI0 B CTPAHE OTKPBITHI MEAUKO-TEHETUYECKNE KOHCYJIBTALMHU, B KOTOPBIX Bpay
F€HETUK, JacT HYXXHYK KoHcCydbTamuioo. C  TOYKM 3pEHHUSI T'E€HETHKH
HECUACTIIMBBIMU  CEMBSIMH  CUMTAIOTCA T€, B KOTOPBIX €CThb JIETH C
HaCJIEJICTBEHHBIMU OoJie3HsIMU. Y camoe TJIaBHOE BbI I0JKHBI IOMHUTh, YTO CPEIn
Hac B HalieM OOIIEeCTBE €CTh TAKHUE JIFOAU, ¥ MbI JIOJDKHBI TOJIEPAHTHO (TEPIIUMO)
OTHOCHUTBHCSI K HUM, OHH TOKE€ UMEIOT MPAaBO HA KU3Hb.
OrpoMHbI€ 1Iaryd MO0 U3yYEHHUIO HACJICICTBEHHOCTH YEJIOBEKa YK€ CJIeJIaHbl, HO
y TEHETUKH elle OYeHb MHOI0 MpoOjeM BIEpEeaH, M, BO3MOXKHO, KTO-TO M3 Bac
OyJleT HaXOAUTHCA CPEIU TEX JIIOACH, KTO CMOXKET PEIIUTh MPOOIEMbl MEAUIUHBI
U B TOM YHCJIe TPOOJIEMbl METUIIMHCKON TeHETHUKH.
He 3a0piBaiiTe Takke W TO, YTO Hallle 3JI0POBbE BO MHOTOM 3aBUCHUT €IIE OT

MPaBUIILHOTO 00pa3a >KU3HHU.
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