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Onpez{eneHHe mosia Gyzyiero pebGenka /st G0JIbITITHCTBA PO-
JATeNEN TPOANKTOBAHO JIOGOIBITCTBOM. CTaTHCTHYeCKne
OIIPOCHI CBUJIETEBCTBYIOT, 4T0 90% Oyaymiux poauresieii xena-
10T 3HaTh KaK MOJKHO PaHBbIIIE TIOJI [LJI0/1a, TIPU 9ToM 87% 13 HUX
Gy/IyT pajibl MOSIBIEHUIO MAJIbIIa J000TO TI0J1a, JHIb Obl OH
6b1JI 3/I0POB. 3HAHNUE T10JIA TIJI0/IA TIO3BOJISIET MM 3apaHee IIOJro-
TOBUTbH TIPHUJAHOE, EKOPUPOBAThH AETCKYI0 KOMHATy C Y4eTOM
moJia, MPUAYMaTh UMsI U yKe BO BpeMsi OepeMeHHOCTH o0Opa-
MATHCS K ILTO/LY 110 UMEHU.

BecrokoiicTBO BBI3BIBAIOT CJIy4aH, KOT/[a POJUTE/H BBISCHS-
0T TIOJI TIIO/IA € TeJIbI0 aGOPTHPOBAHMS JIETEll «HEKeTaTeNbHO-
ro» mnoJjia. Bospacraomas 10CTyIHOCTh METOAUK OIpe/iesIeHIs
T0JIa TIJT0/Ia B HEKOTOPBIX CTPAHAX YK CETO/HS BBI3BIBAET 06ec-
oKoeHHOCTh. B paze crpan (Muang, Kutait, craner KaBkascko-
IO PErHOHA) TPAAUIIMOHHO MTPEIIOUYTHTETBHBIM /LISl CEMbH OBLIO
pOskzieHre MaTbunkoB. Eciii B ecTecTBeHHBIX ycnoBuax Ha 100
JIeBOYEK POXK/AAIOTCS TTprMepHo 105 MasbaiKoB, TO 3a MOCJIe]-
HUeE TO/Ibl B Psijie PEFHOHOB OTMEYAETCs Pe3Kast AUCIIPOIIOPIHS B
COOTHOIIIEHNH TOJI0B HOBOPOXK/ICHHBIX. BHespeHe B MPaKTHKY
TOJIBKO YJIBTPA3BYKOBBIX METOMK OIIPEe/IeJIEHNsT T10JIa IO/
[IPUBEJIO K TIPEPhIBAHUI0 0KOJIO 12 MUILIMOHOB GepeMeHHOCTel
nesoukamu B Muaum ¢ 1980 o 2010 rox (Lancet, mait 2011), a B
Kuraiickoit nposutmnu XaHaHb COOTHOIIEHNE HOBOPOK/IEHHBIX
MaJIbYUKOB U JIeBoUeK yBesnunaoch 10 125 k 100. [TogoGHbrit
enomen B emorpadudecknx mokasaressax crpan Kaskasa oT-
MedeH HCCIIe0BaTeIsIMI [PySHHCKOTO IIEHTPaA 10 HCCJIe0Ba-
o Hacesenust (r. Toumici). CBsI3BIBAIOT €0 ¢ TIPAKTHKON
nAeHTHOUKAIN oA TIT0/Ia, 0COOEHHO TP BTOPOH-TPEThEi
6epeMeHHOCTH, YTO TIPUBEJIO K COOTHOIIEHHIO HOBOPOJKIEHHBIX
MaJibunkoB 1 jieBoyek 120 x 100.

I'naBa Ilentpa 6rostnin [IeHCHILBAHCKOTO YHHBEPCHTETA
A. Caplan BbIpasuia 03a604€HHOCTH TOM (HaKTOM, Y4TO JOCTYII-
HOCTb METO/IMK PAHHETO OIIPEe/lesIeHNUsT 110J1a IIJI0/[a <OTKPbIBAET
O4YeHb HeBeceJsble MepCIeKTUBR IS ellle He POKIEHHBIX JIeBO-
4yeK, ux abOPTUPOBAHHE MOKET YBEJIMYUTHCS BO MHOTO Pas»
(Journal of the American Medical Association). Kak moguepxu-
BalOT y4eHble, Yepe3 ABA/AIATh JeT CUTYalls MOKeT CTaTh elle
6oJiee KPUTHYECKOIT, 1 H30BITOK TIPEICTABUTENEl CHIBHOTO T10-
Jla 110 OTHOIIEHUIO K sKeHumHaM mMoxetr goctuyb 10-20%. Bo-
POC O T1eJ1eCO06PAZHOCTH COOOTIEHTIST GYTYIIIIM POIUTENSAM MO-
Jia ozl 6e3 MEANIIMHCKUX K 9TOMY TTIOKa3aHUI HEOJHOKPATHO
nogHuMasics Ha 3acefianusx Cosera EBporibl.

B nexoropoix crpanax (Ascrpun, I'epmanun, [Beiinapun u
p.) BbIOOD Tosta Oy/yiiero pebeHka 3arpeleH 3aKOHOAATEbCT-
BOM. ITO 0GYCJIOBJIEHO TEM, YTO [IPHU TAKOM TIO/IXO/IE K POSKIEHUIO
peberka GyzieT HapyIeHo TPHPOIHOE PABHOBECHE. A B TAKUX CTPa-
Hax, Kak Slnonwst, ABcrpasust, Kanama, @panims, 3abaroBpeMeH-
HbIH BHIGOP M0J1a pebeHKa A0IYCKACTCs JIUIITh B TOM CJIydae, eciu
JIUIST 9TOTO UMEIOTCST BECKIE METUIIMNHCKIE 0O0CHOBAHMSI.

Bripouem, J11060€e Hay4dHOE JOCTHKEHNE, CO3[AHHOE ¢ O1aroii
1[eJII0 PACIIMPEHUS] YeJTOBEYECKUX BO3MOKHOCTEH, IIPU HE0-
CTaTOYHOM YPOBHE MOPAJHU B OBIIECTBE MOKET HECTH BpPEl 00-
mectBy. Uentudukanms mosa nio/a /st IepuHaTosIora mpex-
Jle BCEro IpecyeayeT Ieb MPeJOTBPAIeHUs] HACTE/ACTBEHHbIX
3a60JIeBaH.
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B nacrosiiiee BpeMs B CBSI3U C MTOCJIEI0BATEIBHOI paciind-
POBKOII UeJI0BeYeCKOTO TeHOMa TIOSIBJISIOTCS CBEACHUS O POJII
AHOMAJIUI OlPe/IeJICHHBIX TEHOB B OCHOBE IIEJIOTO Psijia 3a60Jie-
BaHUIi, 3THOJIOTUSI KOTOPBIX PaHee He CBS3bIBANACH C HaCJell-
CTBEHHOCTBIO, GOJIEE TOTO, HEKOTOPbIE U3 HIX CYUTAUCEH TPHOO-
perernbiMU. ['eHeTHUeCKUE HAPYIIECHUS JIEKAT B OCHOBE CBBIIIIE
3000 3aboseBanuii u Gosee yem 460 cuHAPOMOB, U GOJIBUIMHCTBO
13 HUX JJUarHOCTUPYIOTCS TTOCTHATATbHO. CBOEBPEMEHHBIN TTPO-
THO3 U TPeHaTaTbHAsT AMArHOCTHKA TeHETHYECKUX HapYIIeHUi
saBsiercst 9dEKTUBHBIM HHCTPYMEHTOM CHUIKEHUSI CMEPTHOC-
TH ¥ NHBAJINM3AIINN HACEICH.

Psii Hacsieic TBEHHBIX 32a00JICBAHUIL CIIEIJIEH C TIOJIOM, B CBS3U
C 4eM 3HaHUe T10J1a TUI0/Ia HA PAHHUX CPOKAaX IeCTallii B COBOKYTI-
HOCTH C JIAHHBIMU TeHETHYECKOTO aHaMHe3a OJIMKaliimx poj-
CTBEHHUKOB MOJKET MO3BOJIUTH (0JIee I0CTOBEPHO ONPE/IEIUTD Be-
POSATHOCTB POsKIEHUS GOJIBHOTO peberHKa 1 Gosiee U3OUpaTeIbHO
PEKOMEHIOBATh NHBA3UBHBIC METO/IBI ITPEHATATILHOM ITarHOCTHKHI
15T BepU(DUKAIIUI HACIEAICTBEHHON TTATOJIOTUH U IPUHSITUST OKOH-
YaTeJIbHOTO PEelIeH st O Cy/ib0e JAHHOI OePEMEHHOCTH.

[TockosbKy X-XpoMocoMa BRJOYaeT B ceOst GoJibliee Yncsio
TeHOB, 4eM Y-XPOMOCOMa, TO U 3a00JIeBaHMUil, CBA3AHHBIX C HACTIE-
JIOBAHNEM aHOMAJILHOU X-XpoMocoMbl Gosibiie. TIpu clierieHHbIX
C TIOJIOM HACJIE/ICTBEHHBIX 3a00JI€BAaHUSIX OOJIEIOT Yallle MAJIbU K.
Ecau orer 6osien 1 matosiorust sIBJsIeTCsl CIEJICTBUEM U3MEHEHHO-
ro reHa B Y-XpOMOCOME, TO BCE MaIbUUKK 0OpedYeHbl Ha OOJIe3Hb
(puc. 1A). B sxeHcKOM KapHOTHIIE TIPUCYTCTBYIOT /iBe X-XPOMOCO-
MBI, TI09TOMY JKEHIIINHA MOJKET ObITb 37[0POBOI HOCUTEILHULIEH re-
Ha, OTBETCTBEHHOTO 3a 3aboJsieBaHvie (eCU MPU3HAK PElecCUuB-
HBIIT), 1M OOJIBHON (ecsm MPU3HAK JOMUHAHTHBIN). Ecom mMarh
SIBJISIETCST HOCUTEJIEM M3MEHEHHOTO TeHa B OJTHOU 13 X-XPOMOCOM,
TO BEPOSITHOCTH OOJIE3HU IS MAJIBYUKOB cocTasisier 50%, u 10
50% meBoveK MOTYT ObITh, KAK U MaTh, HOCUTEIbHUIAMI U3MEHEH-
HOTO reHa (ec/iu IpU3HaK perteccuBHbIN ) (prc. 1B) mim 6obHbMu
(ecsim ipusHak gomuHaHTHeIR) (puc. 1C). Ecm npu Haamyaum ma-
TOJIOTWH B TeHe, JIOKATN30BAaHHOM B X-XPOMOCOME, 3a00JieBaHe
TepeIaeTcsi OT MaTePU K CHIHOBBSIM, a OT OTI[A K JIeBOYKaM (KpHC-
KPOCC HACJIeI0BaHNE), TO B ciiyyae ¢ Y-XpoMocoMoii 3aboJieBaHne
Tiepes1aeTcs TOIBKO OT OTIIOB K CBIHOBBAM (puc 1).

YuureiBast, 4TO 1pU PUCKE POXKAEHUsS] OOJBHOrO pebeHka
cBbire 20% (BBICOKHIT PUCK) OT JIETOPOKACHUS PEKOMEHIYIOT
OTKa3aThes, /IS Tap, Te OAMH U3 OYIyIMX POAUTENeld MMeer
MATOJIOTHUIO, CIETITIEHHYIO C TTOJIOM, FJIU SIBJISIETCST €€ HOCUTEJIEM,
3HaHUe 10J1a OyAyIIero pebeHKa sBJISETCS OTPEAEIISAIONIIM.

l'enpr, yyacTByIone B naToreHese MyJIbTH(HAKTOPHAILHBIX
3a00J1€BaHWii, MOTYT OBITh PACIIOJOKEHBI B MOJOBBIX XPOMOCO-
Max ¥ (nan) B MuToxouapuanbhoii JIHK, orBercTBenHoii 3a pas-
BUTHE MHUTOXOHAPHUAIBHBIX Oosie3Heil. MyTaluu reHoB MUTO-
XOHJIPUI HACJIEAYIOTCS MCKJIIOYUTENIBHO 110 MAaTEPUHCKON JIH-
HUM, IPUYEM Y TIAIIMEHTKH ¢ MUTOXOHAPUAIbHBIM 3a00JI€BaHN-
eM Marepy Bce leTH GOJIbHBI HE3aBHCHMO OT TOTO, OOJIEH OTell
uiu Het. B nape pomureseii, riae 6oJsien orell, a MaTh 3/10pOBa, Y
JieTeit MUTOXOHIPUAIbHBIE GOJIE3HU OTCYTCTBYIOT.

[Iprr TporHO3MpOBAHMN HACJIEACTBEHHOM TATOJIOTHN CJIEyeT
YUUTBIBATh, YTO HA PEAIM3AIIMIO TEHETUYECKOI aHOMAIIH B 3a00J1eBa-
Hue Oy/IeT OKa3bIBaTh BJAMSHKE [IEHETPAHTHOCTh 1 SKCIIPECCUBHOCTb.
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Puc. 1. CuenneHHoe ¢ nNonom HacnepoBaHue

ITos — aT0 coBokyIHOCTH MOpOIOrHYecKux, husnoormnye-
CKUX, GHOXMMUYECKIX, TIOBEEHYECKUX U IPYTUX TIPUSHAKOB Op-
raHM3Ma, 00YCJIOBIUBAIONINX PepoayKimio. [loatoMy Hapsiay ¢
[IACHOPTHBIM Y 4eJIOBeKa MMEETCs I10JI FeHeTUYeCKUil, ToHaj-
HBIH, FeHUTAIbHBIN, TOPMOHAJIBHBIN U IICUX0J0THYecKuil. B 1o-
JIABJISTIONTEM GOJIBITIHCTBE CJIYIaeB OHU COBITA/IAIOT, YTO XapakK-
TepHU3yeT TapMOHUYHOE II0JI0BOE Pa3BHUTHE.

TpasnIOHHO TIPU3HAKM TI0JIa JIETAT Ha HepBUYHBIE (Ha-
py:KHbIe ¥ BHyTPEHHUE IOJOBbIEe OpTaHbl, (hOPMUPYIONINECS K
MOMEHTY POXK/IeHUsT) U BTOPUYHBIE (BHEIIHUe IPU3HAKY, PA3BH-
BAIOTIHECS MO/ BO3AEHCTBIEM MOJOBBIX TOPMOHOB B TyGepTaT-
HBII TIEpHO/).

TereTnyecKuii MOJI 1JI0/1a OIPE/IeIsieTCst HabGOPOM TI0JIOBBIX
XpoMocoM (TOHOCOM), KOTODPBIH (OPMHUPYETCsl TPU CIAMSHAN
cnepmarodonsia u sitrexaerku. [Ipu ¢pusnomornueckom popmu-
POBAaHUM TraMeT CIepMaTO30MJ| HeCeT IOJOBYI0 XPOMOCOMY
Xumm Y, a sifuexnerka toibko X-xpomocomy. Habop 46, XX
SBJISIETCS KOJIOM Pa3BUTHS JKEHCKOI ocobu, a nabop 46, XY —
My’kcKoil. IIpy aTOM pelraoniyio posb B I€TePMUHAIMU I10J1A
GyZyIIero 4eg0BeKa UTPAET OTIIOBCKUI CIIEPMATO30M/IL.

OpHako cieayeT IOMHHUTD, YTO elle Ha aTane (GpopMupoBa-
HUs ramer (CIepMaTo30U/I0B U SHIIEKIETOK) BO3MOKHbBI HApY-
MIEeHNST B PACXOXKAEHUN TTOJIOBBIX XpoMocoM (puc. 2). Ecim ipn
HOPMAJIbHOM TeYeHU I Meii03a y JKEHCKOTO OpraHu3Ma MoryT 00-
Pa30BBIBATHCS TOJIBKO OJIMH THII SIHIIEKIETOK — COJIepIKalIIe Ol
1y X-XpOMOCOMY, TO TIPH HAPYIIEHNSIX MOTYT 00Pa3OBBIBATHCS
conepxaiiue giBe X-xpomocombl (XX) 1 He cojiepKalmue XpoMo-
coMm (0). Y My:KCKOTO OprannsamMa B HopMe 00pasyioTcst /[Ba THIIA
CIIEPMATOOUIOB, coziepkarue X- 1 Y- XpOMOCOMY, a IPH Hapy-
HIEHUH PACXOXK/ICHNUS MOJOBBIX XPOMOCOM — COZIEPJKAIlie /[BE
os1oBbie XpoMocoMbl (XY) u 6e3 MoJI0BbIX XPOMOCOM.

B pesysbTaTe HapymeHni pacXoskKAEHUS TTOJOBBIX XPOMO-
COM BO3MOKHBI CJIE/[YIOIIHE BaPHAHTBl KOMOMHAIMIT MOJIOBBIX
XPOMOCOM B 3UTOTe y yesioBeka: XX — 310poBas skenuuna, X X*
— 3/10pOBas JKEHIMHA, HO 06e XpOMOCOMBI JkeHckne, XY — 3710-
poBbiil MyskunHa, XY* — 370pOBBIil My)K4nHa, HO 00€ XPOMOCO-
MbI Myskckue. Bapuantst YO u 00 — nexustecnocobust. Octanb-
HBIe OTpe/IesITIoT (OPMUPOBAHNE TSIKETO MATOTOTHN TT0JI0BOM
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u 1eHTpasbHol HepBHOU cucteMbl: XXY u XXXY — cunmpom
Kugitngenvrepa, X0 — cungpom Ilepmesckoro—Tepuepa.

Ha 3-it Hezesie aMGproreHesa B CTEHKE KEITOUHOTO MEIKa
BO3HUKAIOT MEPBUYHbIE MOJOBbIE KJICTKH — TIPEIIIEeCTBEHHIKI
00roHNeB U crepMmaroronueB. Ha 4-it Hezesle Ha MeAMATBHBIX
MMOBEPXHOCTSIX MEPBUYHBIX TIOYEK MOSIBJISIIOTCS YTOJIIEHUST —
MTOJIOBBIE TSKU. JTO 3aYaTKU MOJIOBBIX JKeJie3, COCTOSIINE U3 Me-
3CHXMMHBIX KJIETOK II€PBUYHOI IIOYKH U TOKPBITHIE IIeJIOMIYeC-
kuM snutesreM. [[o 5—6-it Heenu moI0BbIe TSKE Y 9MOPUOHOB
MY>KCKOTO ¥ JKEHCKOTO TIoJIa He pazimyaiorcs (nHanddepent-
HbI€ TI0JIOBbIE JKeJIe3bl) U HMOPUOH UMEET TOJBKO FeHEeTHYeCK i
nosi. DopMupoBanme MOJIOBBIX JKeJe3 [eTePMUHUPOBAHO TeHe-
TUYECKUM T0JIOM.

Ha 5-6-ii nemesie amOpriorenesa nepBUYHBIE OJIOBbIE KJIETKN
MEPEMETIAIOTCS U3 JKEJITOUHOTO MEIIKA B ITOJIOBBIE TSKU. B HopMe
M0JIOBBIE TKU M depEeHINpPYOTCS B SMYHIKY, €CT OHU 3ace-
JIAIOTCS TIEPBUYHBIMU TIOJIOBBIMH KJIETKAaMH € KapUOTHIIOM 46,
XX, 1 B IMYKU — €CJIN OHU 3ACEISTIOTCST KJIETKAMU € KADUOTUTIOM
46, XY. IIpeBpaitienue mMOJIOBBIX TSKEH B SIMUKH OMPEIETISETCS
rerom SRY (sex-determining region Y), JIOKaJIM30BaHHBIM Ha
Y-xpomocome. I'err SRY koxupyet daxrop pasButus audka. IToT
JTHK-cBsizbiBatoniunii GeJIok HHYIUPYET TPAHCKPUIIIIHIO JPYTUX
reHoB, Harpasgonmx auddepeHposky gudek. C aToro mMo-
MeHTA HAYMHAETCSI CTAHOBJIEHUE TOHATHOTO TI0JIA.

[Tocnenyroree pasBuTHe BHYTPEHHUX U HAPYKHBIX I10JIO-
BBIX OPTaHOB OIPEAETSAETCS MOJOBBIMA TOPMOHAMM, KOTOPBIE
HAYMHAIOT BBIPAGATHIBATHCS TOJIBKO UTO MOSBUBIIUMUCS T10JI0-
BBIMHU KeJie3aMu (CeMEeHHWKaMK Wi suaHukamn). Haunnas c
6-i1 HeeM MOJIOBbIE JKeJie3bl SMOPHOHA BBIPAOATHIBAIOT MOJIO-
Bble TOMOHBI, KOTOPbIE U ONPEEISIOT Pa3BUTHE BHYTPEHHUX U
HaPY>KHBIX TTOJIOBBIX opraHos (puc. 3). [Ipuyem onpenensionmm
SABJISAETCS YPOBEHDb TECTOCTEPOHA, KOTOPBIH 3amyckaeT (GopmMu-
pOBaHue TUITMYHBIX MY;KCKHIX TTOJIOBBIX OPTAHOB, TIPU €T0 HE0-
CTaTKe aJlbTePHATUBHO PAa3BUBAIOTCS — JKEHCKHe. Yoke Ha 8—9-it
Hejtesie BHYTPUYTPOOHOTO PasBUTHUS Y TIJIOJA € MY’KCKUM T€HO-
TUTIOM U ¢ (hOPMUPYIOIIUMICS CEMEHHUKAMU JIOCTATOUHBIN YPO-
BEHb TECTOCTEPOHA CTUMYJUPYET Pa3BUTHE TIPOTOKOB IIEPBUY-
Hot nouky (Bosib(hoBbIX TPOTOKOB) B MPUAATOK SUUKA, CEMSIBbI-
HOCSIIINE TPOTOKH U CeMEHHbIE TTy3bIPhKH, 8 THTHOUTOP TTapaMe-
30HepudecKkux MPoToKoB (MI0JIIEPOBBIX TIPOTOKOB) BBI3bIBAET
aTpoduio OHOMMEHHBIX NPOTOKOB. [Ipn oTcyTcTBUN TecToCTe-
pona (Y IJIOJIOB C SKEHCKUM TeHOTHIIOM U (hOPMUPYIOIIUMUCS
SMYHUKAMI) TIapaMe30oHedpryecKiie MPOTOKU PAa3BUBAIOTCS B
MaTKy, MaTOuHbIe TPYObI 1 BEDXHIOKO TPETH BJIATAJIUIIA, & TPOTO-
KU IIePBUYHOI IIOUKM He MOIYy4aloT CTUMYJIOB K pa3BuTuio. Ta-
KM 06pa3oM, aHATOMUYECKUE PA3Inukisi B CTPOCHUHU MOJOBBIX
OPraHoB TOSIBJISIIOTCS Ha 8-i Hejlesle BHYTPUYTPOOHOTO Pa3BH-
TUS 1 00YCJIOBJICHbI OHU MIPEKE BCETO TECTOCTEPOHOM. BoJib-
[IMHCTBO 3TANOB (DOPMUPOBAHUS HAPY/KHBIX M BHYTPEHHUX TIO-
JIOBBIX OPTaHOB KaK y TIJIOIA MY’KCKOTO, TaK 1 SKEHCKOTO MOJa,
3aBepiaercs yxe K 14-ii HeJiesie recTaliyu, O/IHAKO Pa3BUTHE OT-
JIEJIbHBIX HJIEMEHTOB PENPOAYKTUBHOTO TpakTa OyIeT MpojoJ-
JKaThCS BIVIOTD JI0 CPOKa pozioB. Kpome Toro, Ha atare BHyTPHY-
TpobHoro passutist (16—28-51 Henenst) M0A0BbIE TOPMOHDI (hOp-

XY X Y XY 0
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XX | XXX | XXY | XXXY | XX*
0 X0 | YO | XY* | 00

Puc. 2. BapuaHTbl HaGOPOB MOJMIOBLIX XPOMOCOM, KOTOpble
MOrYT BO3HUKHYTb NPV HapyWeHUsIX B PacXOXAEHUM FOHOCOM
Ha 3Tane GOpPMMpPOBAHUA ramet
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Puc. 3. Cpokn ¢opMMpOBaHMS BHYTPEHHUX M HApPYXHbIX MOJIOBLIX OPraHoB y MJoAa

MUPYIOT TT0JIOBYIO OPHEHTAIINIO TOJIOBHOTO MO3Ta (THIOTATaMHt-
YECKHX CTPYKTYP).

Takum 06pazom, (hOPMUPOBAHUE MOJIA YETOBEKA — HTO CIIOK-
HBIH, PacTSHYTHII BO BpPEMEHH, TIOCTE[OBATENbHBIN 1 HpeeM-
CTBEHHBII IpoIlecc: TeHeTHIecKui oI (opMUpyeT TOHAIHBIH,
FOHAHBII 11071 6JIAr0AaPsT IOJOBBIM CTEPOUAM — TCHUTAIBHBIH,
TOPMOHATBHBIN, (PeHOTUITITYECKHIT 1 ICHXOTOTHIECKUI.

B ¢Bs13u ¢ TeM UTO JUIS 1eJI0TO psijia 3a00JI€BaHmil yCTaHOB-
JICHO CIEIJIEHHOE C TIOJIOM HACJIE0BAHME, HAUOOJBIINIA HHTEpPEC
J171SI TIEPUHATOJIOTHH TIPEICTABIISAIOT METOANKY TPOTPaMMHIPOBa-
Hust nosia tiozia. OHAKO GOJIBITMHCTBO METOANK MPOTPAMMI-
POBaHUsI 110J1a, OCHOBAHHBIX HAa PAacyeTax JHs 3a4aTiusi, BO3pacTe
pozuTesei, 0cO6EHHOCTSIX paIoHa 6y AyTieil MaTepi, He NMEIOT
nokazannoii adexrusnoctu. Ha ceropnsmmmmii g1eHn mporpam-
MHPOBaHHUE I10J1a I1JI0/1a BO3MOKHO TOJIBKO IIPH UCIIOJIb30BAHUN
BCIIOMOTATETbHBIX PENTPOYKTHBHBIX TEXHOOTHIL.

OmHOI U3 TAKUX METOUK SBJISIETCS COPTHPOBKA CIIEPMATO-
30M/I0B HA HecynX X- ¥ Y-XPOMOCOMY, € HMOCJIEYIOUNM HC-
MIOJTh30BAHUEM [IUISI BHYTPUMATOYHONH MHCEMHHAIIUNN WJIH 9KC-
TPAKOPIOPaTbHOTO o11o0TBopetHust (DKO) Heobxoanmoro 06-
pasua. MeTo1Ka OCylecTBIISETCS C UCIOIb30BAHNEM CHCTEMBI
MicroSort® u oHa 0OCHOBaHa Ha TOM, 4TO CIIEPMATO30H/I, HECy-
muit Y-xpomocomy conepxut ua 3% wmenbire [JHK, uem necy-
muit X-xpomocomy. IP@PeKTUBHOCTD METOUKU 10 IIPOrPaMMU-
POBAHUIO JKEHCKOTO TOJIA TIJI0/Ia IOCTATOYHO BBICOKA M TOCTHUTA-
et 90%, ahdexTnBHOCTD HPOrPaAMMUPOBAHUST MYXKCKOTO MOJIA
IJI0/1a HeCKOJIbKO HUKe — 73%.

[TporpamMmupoBanne Toja TJI0A MOXKET OCYIIECTBISTHCS
[MyTeM TMPeIUMIIAHTAIIMOHHON TeHeTHYeCKOH [UATHOCTHKN
(IIT1) nosta mrona B pamkax mporpammbsl IKO ¢ nocieayiommm
MEePEHOCOM B MaTKy 6JacTONHCT ¢ 9MOPHOBIACTOM OTpeIeseH-
Horo noJjia. Meroauka paspaborana B 1967 roxy Pobeprom Iji-
BapyicoM u Jlasuzom Fapyiiepom u Obliia IpUMeHeHa IS CesieK-
uu noJia y kposinkoB. B 1989 roxy Xanmucaiin u kostern mpo-
Besm nepBylo yenemHyio [II'/] ¢ mesbio onpezaenenus noma y ye-
JIOBEKA JUISL IIPeJIOTBPAIEHNsT BO3MOXKHOCTH HACJIe/I0BAaHUs X-
cuerieHHbIx 3abonesanuii. B nacrosmee spems s IIT/T uc-
MOJIB3YIOT METOAMKY (hII0OPECIeHTHON THOpHM3aIuu in situ
(FISH). Ee npeumy1ecTBO 3aKI109a€TCS B BO3MOKHOCTU OJIHO-
BpPEMEHHO WJeHTH(UIMPOBATh KaK ayTOCOMBI, TaK U MOJOBbIE
XPOMOCOMBI, UTO TTO3BOJISIET OTIPEAESATH Ha TOJBKO 110 pebeH-
Ka, Ho u aneymiouauu o 13, 15, 16, 17, 18, 21, 22-i1, X- u Y-xpo-
MocomaM. B nacrosmiee Bpems IIT/] BosmoxkHa B oTHOIIEHNN
okosio 100 HaceacTBeHHBIX 3a00JI€BAHUI, 1T KOTOPBIX OIpe-
JleJieHa CTPYKTYypa TeHa, ero paclioJIoKeHne Ha XpPOMOCOME U My-
TaIus, IPUBOATIAs K 3abomesannio. Hanbosee nrdopmarisia
[IT'] mpu nposepennn KO ¢ mHTpamIa3MaTHYeCKON NHBEK-
nueil cuepmarosounoB (MKCU), tak Kak B 9TOM CclIydae UC-
KJIIOYaeTCsT PUCK TTOTIA/[aHNs B AHAIN3 TeHeTUYeCKOT0 MaTepHha-
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Jla CIIepMaTo301/1a, He y9acTBOBABIIETrO B OMJIOAOTBOpeHnn. Ha
3-if JieHb MocJIe Toc/e OMUIOA0TBOPEHUST SMOPHOH COCTOUT U3
6—8 6s1acTOMEPOB, KOTOPbIE PABHOIIEHHBI M MOTYT Pa3BUBATHCS B
Jo6ble KJIeTKU U CIocoOHbI K B3anMosamensiemoctu. s TIT/]
MPOU3BOAUTCST 3a60p OAHOTO GJacTOMEpa, YTO He Hapylaer
JIaJIbHEHIIero pa3BuTysi 9MOPUOHA, TaK KaK OCTaBIIecs GJIacTo-
Mepbl 3amernaioT gedekt. K 5-M cyTkam mpu OTCyTCTBUM FeHeTH-
YeCKUX aHOMAJINiT GJIACTOIMCTA TTEPEHOCUTCS B MTOJIOCTH MaTKH.
Taxum o6pasom nposesenvie ITT/] BO3MOXKHO TOJIBKO € 3-X 110 5-
e cyTku nocJie omsonorBopenus. locrosepuocts 11/ cocras-
nsier 97-98%, TIpu ATOM PHCK BPOKIEHHBIX TIOPOKOB PA3BUTHUS
He MPEBBIIIAET MOMYJISIIUOHHBINA — 2—3%.

[lia wnenTuduKanmm 1mosa TIoja B HacTosIee BpeMs Cy-
MECTBYET PsJi METOAMK, OCHOBAHHBIX Ha TEHOTHITMPOBAHUU
(oTpe/iesieHyie TEHETUIECKOTO 0JIa TII0/IA), HA BBISIBJEHUN Me-
TabOJUTOB MOJIOBBIX CTEPOU/IOB (OIPE/IeeHne TOPMOHAIBHOTO
T10J1a TIJI0/IA), HA YJIbTPA3BYKOBOI BU3YaIU3aINN HAPYKHBIX 110-
JIOBBIX OPraHOB (FOHAHO-TeHUTAIBHbIH MOJI IITI0/A).

[l71s onpeieieHNst TeHETUYECKOTo TI0JIa TIJT0/[a Ha MPOTsiKe-
HUM TTOCJIEIHNX JIECATUIETUN TPUMEHSIJTM MHBA3UBHbIE IIUTOTE-
HETUYECKUE METOIMKH MPEHATAIBHOU JAUATHOCTUKI: OUOIICHUS
xopuona (8—12-g Hezmenst recraiun), amHuonenTe3 (13-22-a
HeJleJisl recTalum), Kopjomenres (¢ 22-ii Hejenau recranun). B
MOJIYYeHHBIX KJIETKAX XOPUOHA U TLJIO/IA OMPENESIETCST Kapuo-
TUN (KOJIMYECTBO U CTPYKTYPA XPOMOCOM ).

lonasHO-TeHNTANBHBIN TIOJT TPAJAUITMOHHO OTIPE/essIeTCs
IyTeM YJbTpa3ByKoBoil Busyanusanuu. IIpouece dbopmuposa-
HUS TTOJIOBBIX OPTaHOB 3aBepiiaercs K 12-ii Henesne, B IaabHEl-
[IeM BILIOTD JI0 CPOKa POIOB OYIET IPOUCXOAUTH UX PA3BUTHE.
TTo MHeHuto GOMIBITUHCTBA UCCAE0BATEEH, TOCTOBEPHASI UICH-
TUhUKAINS [10J1a TI0/Ia C TOMOIIBIO YIbTPa3BYKOBOW BU3YaJI-
3alMi BO3MOKHA TOJIBKO ¢ 15-i1 Hemenn GepemerHoct. Tou-
HOCTb YJIbTPa3BYKOBOI uaentudukanuu mirojaa mnociue 17-i ne-
neru octuraet 85—87% He3aBUCHMO OT TIOJIA.

B nacrogmiee BpeMs npeiaraeTcs HOBasi HEHHBA3UBHAS Me-
TOJIMKA OTIpe/iesIeHIsI TEHETYECKOTO TI0JIa TI0/A MyTeM UeH-
tucdukanun JJHK nona B kposu matepu. B ciayuae nnentudu-
karu B Kpou Gepementoil THK Y-xpoMocombl — 1ot mrojia
MY’KCKOI, IIpU ee OTCYTCTBUU — IOJ IIOJA SKeHCKUil. ABTOpOM
Meroauku spasercs redetuk D. Bianchi (Tufts University
School of Medicine, USA). PekoMeHnyemblii CPOK recTainu AJst
tectupoBanus 8—10 Hes, TOYHOCTh METOIMKHU TOCTUTAET 95%.

06 aHaIOrMYHO MeToIMKe COOOIIIIIA TPYIIIA MCCIe/0BaTe-
sieit oz pykoBozictBoMm I1. [leddepa (Yuusepcurer Amcrep/a-
ma, Hupepaangpr). [Ipunnun ocHoBan Ha BbIIEJIEHUN B KPOBU
6epementoii JITHK ¢ reHaMy TUIMYHBIMU TOJILKO A1 Y-XPOMO-
combl: SRY, KOTOpBIIT OTBeYaeT 3a pa3BUTHE CEMEHHNKOB, U TeHA
DYS-14, taxske onpeeIsiioniero My;kekoii o pedenxa. Tecru-
poBarue BO3MOKHO ¢ 5-if Heztesn rectarun. OCyIecTBIsieTest 3a-
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60p KpOBH y GHOJIOTHYECKOT0 0TI pebeHKa. [[JIst yCTaHOBICHUS
skeHcKoro toJa rmofa [leddep u ero kosern pazpaboTasim Tex-
HOJIOTHIO BBISIBJICHUsI B 00pa3iiax MaTepUHCKON KPoBU (hparmMeH-
toB /IHK, nnmuBuyanbHo crieinduIHBIX /71 OTIIA, TaK Ha3bIBa-
eMBIX YYaCTKOB TeHeTH4yecKoro mosuMopguama. Ecam Takoii
(bparmenT oOHapysKuBaeTcs (M AHAJOTHYHBIX CIEIUPIIECKUX
MOCJIEIOBATEBHOCTEH HE BBISIBIECHO B COOCTBEHHOI Hacse/l-
CTBeHHOI WH(pOPMAIMI MaTepH), HO TIpU 3ToM (GHparMeHToB
Y-XpOMOCOMBI HET, MOKHO YTBEPIKAATb, YTO DPA3BUBAIOIIUIICS
IIJT0/] OTHOCUTCS K SKEHCKOMY TIoury. MeToinka 3aHUMaeTr 10 4
nreit, TouHocts gocturaet 100%. Crexyer OTMETHTD, YTO METOIN-
KU OTIPEIe/IeHUsI TEHETHYECKOTO T0JIa TII0/IA SIBJISTIOTCST I0POroC-
TOSIIIUMU U TIPOBOJISATCS B OTPAHUYEHHOM YHCJIe JTaGOPaTOPHIL.

Ilo namemy MHeHMIO, Cpe/IM METO/IMK paHHel njeHTuhuKa-
MU T10JIA TIJI0/Ia 3ACJYKIUBAET BHUMAHIS METOIUKA OIpejeie-
HUs TopMOHaJIbHOTO TToJ1a 1oga — Tectllon (Swiss American
Products, CIITA). Meroanka ocHOBaHa Ha WAeHTH(DUKAIMN B
Moue OGepeMeHHOU MeTabOoJIMTOB II0JIOBBIX CTEPOUJOB ILIOJA.
OTaMYnTETEHO 0COGEHHOCTBIO MTPE/JIAraeMOit METONKI SBJISI-
€TCsl BOBMOXKHOCTD TIPOBE/IEHIsI TeCTUPOBaHUsT GepeMEHHOIT ca-
MOCTOSITENIbHO. DHHEKTUBHOCTD METOIMKH JOKa3aHa /sl Ja-
maszona 8—34 wex recrarmu. OHAKO YUYNTHIBAS, UTO MBI HE BCET-
JIa IOCTOBEPHO 3HAEM TeCTAIMOHHBII CPOK, & JIOCTATOUHBII 11T
(opMupoBaHus MOJIOBBIX OPraHOB CTEPOUIOTE€HE3 B TOHAIAX
10712 MY’KCKOTO T0JIa HaunHaeTcs: ¢ 8—9-if Helles I TecTalny,
pekoMmenjryercst HaunHath Tectuposanue ¢ 10 vem. [l rectupo-
BaHUSsI UCIIOJIB3YETCs yTPeHHsIst Moua, 20 MJI MOYM BBOJISIT B CTa-
KaH ¢ peareHToM, pasMeruBaioT 10 ¢, uTeHne pesyibraTa — de-
pe3 5 muH. [Ipu HAIMYUK B MOYe METaOOIUTOB TOJIOBBIX CTEPO-
UJIOB ILJIOJIa MY’KCKOTO TI0JIa MOYa OKPACHUTCSI B 3€JI€HOBATbII
I[BET, TIPU UX OTCYTCTBUU I[BET HE M3MEHSCTCS UM CTAHOBUTCS
4qyTh sipue. Kinundeckue nccietoBanimst METOANKN [TPOBE/IEHDI
B CIITA (2006—-2008), B ABcrpamunu (2008-2009), B Mekcuke
(2008-2009), B Poccuiickoit Demepanuy mMoa MaTpOHAKEM
HUN OMM Pocmenrexnosiornii (aBryct 2009 — uionn 2010).
Jlokazana KJIMHUYECKass TOYHOCTb METOIUKH, JOCTUTAIOIIAS
95%. Meroauka 3apeructpupoBatna M3 Ykpauust B 2010 roxy.

Hamu 66110 1IpOBeieHO cOOCTBEHHOE KJIMHIYECKOE HCCJIe-
noBanue a(hGHEeKTUBHOCTU OIPE/IENIEHIIS 110JIa TII0/A € TTOMOIIIBIO
Tecrllona B cpoke recraruu 10 12 Hes.

B uccnenoBanuu npunsiiin yuactue 30 6epeMeHHbIX B CPOKe
recraiun 10—12 e, KOTOPBIM IIPU TIEPBOM BU3UTE B JKEHCKYIO
KOHCYJIBTAIIMIO ITPU MOCTAHOBKE Ha yUYeT B CBA3M ¢ GepeMeHHOC-
THIO OBIJIO MTPEVIOKEHO YCTAHOBHUTH 10T 1103, Hu oxaa us Ge-
PEMEHHBIX OT MPEIVIOKEHHOTO TECTUPOBAHIS HE OTKA3AJIaCh, BCE
GepeMeHHbIE OTHECUCH K MTPE/TIOKEHHO BO3MOKHOCTH ¢ H0JIb-
mnM uHTepecoM. Kpurepnem nckimouenns 3 uCCiIe0BaHus B
COOTBETCTBUU C PEKOMEH/IAIUSIMU K TECT-CUCTEME SIBUJIOCD: Ha-
sure y GepeMeHHON BepU(pHUIIMPOBAHHON THIIEPAHPOTEHIH,
pueM 1porectepona (eCTb CBE/IEHNST, UTO €ro IPUeM BJIUSIET Ha
YPOBEHb AHJPOTEHOB U MOKET CIIOCOOCTBOBATH IOJIYYCHUIO
JIOKHOI PEeaKITNy, COOTBETCTBYIOINIEN MYKCKOMY TIOJY TLJIOZA),
MOJIOBAst JKU3HB 3a 48 4 JI0 TECTHPOBAHMUST, TPUEM aHTHOHOTHKOB.
Cpentuii Bo3pact 6epeMEeHHBIX COCTABILI 24 TO/1a, GOJIBIINHCTBO
— 19 (63,3%) sxeHupH ObuIO TIepBOGEpEeMeHHBIMU. [lyis1 Beex
JKEHIIMH WX OepeMEeHHOCTb ObLIHM JKeJTaHHOW, HO TOJBKO Y
8 (26,7%) GepemeHHbBIX 3al/IAaHUPOBAHHON. B Haiem uccieno-
BaHUM He ObLJIO MAIIMEHTOK C OTATOIIEHHBIM CeMeHbIM aHaMHe-
30M HACJIEACTBEHHON MATOJIOTHEN, CIEIIEHHO# ¢ ostoM. BoJb-
muHCTBO GepeMennbix — 24 (80,0%) Ha MOMEHT TeCTUPOBAHUSA
He VIMEJIM OTPe/le/IeHHbIX IPEeANOUYTEeHWI B OTHOIIEHNN MOJa
wioza, 4 (13,3%) sKeHUMHBI XOTesqH Obl UMETh MaJIbYMKa, TaK
KaK y’Ke MMeJIu [epBoro pebeHkKa xKeHCeKoro moa, 2 (6,7%) — xo-
Tesi Gbl UMeTh JIeBOUKy. HeeMoTps Ha Hasnuve y 6 GepeMeHHbIX
OTTpe/IesIeHHBIX PEITIOYTEHNI B OTHOIIIEHIH 110J1A TLT0/IA, HU OT-
Ha U3 MAIHEeHTOK He 0Ty CKaia BO3MOKHOCTHU IPEPBATh JAHHYIO
6epEeMEHHOCTD B CBSI3U C HECOBIIA/IEHUEM PE3yJIbTaTa TeCTUPOBa-
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HUS € UX OKUJIAHUSIMU. DTO CBUIETEIbCTBYET 00 OTCYTCTBUU B
MEHTAJTBHOCTH HAIMX COOTEYECTBEHHUI] CKIOHHOCTH K CeJIeK-
TUBHOMY TIPEPBIBAHUIO GEPEMEHHOCTH.

Bce manueHTKy 1epes; TeCTUPOBaHUEM TIPOILIN 06CIe10Ba-
HUE B COOTBETCTBUHU € TPEOOBAHUSIMHE, MTPE/IBSBISIEMBIMU K TEP-
BoMy BU3HTY Gepemennoil mnpukazom Ne 417 M3 VYkpaumbl.
CpoK recTanuyl yCTaHABJIMBAJIHM ITyTEM PACUYETOB IO TIEPBOMY
JTIHIO TIOCJIE/IHEH MEHCTDYAIIUH, TI0 PE3YIbTaTaM OMMaHyaIbHOTO
ncceIoBaHus U 110 YJIbTPa3BYKoBOH Guomerprn. Boibop cpoka
recranuu JJisi TECTUPOBaHUs ObLI MPOIMKTOBAH SKeJaHUEM
onpeznesuTh 3 (HEKTUBHOCTD METOJMKN B MAJIBIX CPOKAX, KOTIA
VIbTPAa3BYKOBbIE METObI UIEHTU(DUKAIIUN TI0JIA TJI0/Ia HEBO3-
MOJKHBI, U JIJISI TIAIIUEHTOK C OTSTOIICHHBIM CEMEITHBIM aHAMHe-
30M HACJIC/ICTBEHHON IATOJIOTHEH, CIEIVIEHHOH C TIOJIOM, IS
panHel uxeHTUMUKAIIH TOJa TI0IA OCTAIOTCS TOJIHKO METO/IU-
KW, OCHOBaHHbBIE HA TCHOTUITUPOBAHUU.

Pesynbrarer tectupoBanust Tectllosom cpaBHuBamm ¢ pe-
3yJIbTaTaMU yJIbTPA3BYKOBON BU3YATM3AIINI HAPYKHBIX TIOJIOBBIX
OPraHoB IJIOJIA TIPY IJIAHOBOM BTOPOM YJIbTPa3BYKOBOM CKpU-
HunHre B cpoke recraru 16—21 ven u ¢ GeHOTUITNIECKUM TTOJIOM
nnoza npu poskaenuu. Cosnazenue pesyabraTos Tectllosna ¢ mo-
JIOM TIJIOJIA TIPU POKAEHUH cocTaBiio — 28 (93,3%) pe3yibratos.
Oumbounble pe3yIbTaThl ObUIH TOAyUYeHbl B 2 (6,7%) ciyyasx,
korga Tecrllon ykazan pesynbTaT — <«€BOUKa», a POAMUJIUCH
MaJIbUMKU. AHAJIU3 TIPUYKH OMIUOOUHBIX PE3YIBTATOB TI03BOJISIET
TIPE/IIOTIOKUTD, YTO B 9THX CJIy4asdX HE MPOM3OIILI0 N3MEHEHUS
OKPACKH MOYU ITPU TECTUPOBAHUN B CBSI3U C HEIOCTATOUHO BBICO-
KM CoJIepKaHueM B 9ToM cpoke rectaiu (10 Hem) B Move MeTa-
6OJIMTOB MYKCKUX MOJIOBBIX CTEPOUJIOB.

Takum o6pasom, ompejeseHue MoJa IJIOAA METOAOM
TectIlon B cpoke recramuu 10—12 nep siBiisiercst BbIcCOK0a(hek-
THUBHBIM, IOCTYITHBIM 1 JIETKOBBITIOJHIMBIM CAMOI MAIMEHTKOM.
Mertoz 1103BoJIsIET NIEHTUHUITMPOBATH TOPMOHATBHBIIN 110JI 1110~
[1a, KOTOPBIIl OmpesiesisieT TeHUTATbHbI, (HEeHOTUINNIECKUN W
ncuxosorndeckuii. Vcmosb3oBanne MeTOIVKN OTIPe/ICTICHUS
noJia mwioza TecrTlos Ha paHHUX cpoKax GEPEMEHHOCTU B COBO-
KYIMHOCTU C TEHETUYECKUM aHAMHE30M U MHMOpMaImeit o Ture
HaCJIe/IOBAHUS TATOJIOTHH, CIIECIVIEHHOI C ONpeeJIeHHBIM TO-
JIOM, [IO3BOJIUT IPUHSTH IIPABUJIBHOE PEIleHne O Cyabbe JaHHOI
6epPEMEHHOCTH.
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