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Pe3tome

B cTaTbe 06CY)XAaeTCA BXKHOCTb 1 HEO6XOAMMOCTb FEHETMYECKIX UCCE0BAHNIA B paboTe Bpaya akyllepa-riHeKonora nepBuy-
HOro MeANKO-CaHUTAPHOTO 3BEHA MNP 0Ka3aHUM MeMLIMHCKON NOMOLLM. Becnnoaue, NpuBbIYHOE HEBbIHALLMBAHME, POXAEHNE
[ETeil ¢ BpOX/EHHBIMI MOPOKAMI 04eHb CUTbHO BANSIOT HA NCUXO3IMOLIMOHANIbHOE COCTOSIHUE KAk XKEHLLWHBI, TaK 1 MYXYUHbI,
MMEHHO NO3TOMY KaXA0MY NPaKTUKYIOLLEMY Bpady HEOOXOANMO UMETb XOTs Gbl MUHUMATbHbIE 3HAHS O FEHETUYECKIX UCCNE0-
BaHWAX NS NPEA0TBPALLEHNS/MPeaynPeXAeHNst HeraTuBHbIX MOCNEACTBUN TEX UMN UHbIX COCTOSHNIA. Mbl CHUTAeM, Y4TO BOMPOC
0 reHeTU4eCKOM TECTUPOBAHUM I0/XEH BCTAaBaThb HA 3Tane NperpaBuaapHOil NOAroTOBKIA/B | TpUMECTpe 6ePEMEHHOCTH, MOCKOMbKY
MMEHHO 3TOT NepUOJ ABNSETCS HanGonee 6NaronpyUATHLIM ANS NPeaynpeXXaeHns MHOTIX COCTOSIHMIA.

Kntouesble cN0Ba: reHeTUYeCKOe UCCNea0BaHIe, NepBUyHOe 6eCnioane, NPUBLIYHOE HEBbIHALLINBAHIE, HACTEACTBEHHbIE TPOMGO-
chunuu, NperpasuaapHas NoaroTosKa
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Abstract

Here, we discuss an importance and necessity of genetic research in work of an obstetrician-gynecologist of primary health care
upon providing medical care. Infertility, habitual miscarriage, the birth of children with congenital malformations greatly affects
psycho-emotional state of both women and men, which is why every practicing doctor needs to have at least minimal knowledge
about genetic research to prevent/warn negative consequences of certain conditions. We believe that an issue on genetic testing
should arise at the stage of preconceptional preparation/in the first trimester of pregnancy, because it is the most favorable period
for prevention of multiple conditions.
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OCHOBHbIE MOMEHTbI

Y10 yXe u3BecTHo 06 aToi Teme?

» [eHeTn4ecKoe uccneaoBaHne obecneyqnBaeT yHAAMeHTab-
Hble 3HAaHWA O 6WUONOrMYecKOW CTPYKTYpe OpraHu3ma, 4to
MPUBOANT K Jly4LLEMY NOHUMAHIO NPOLiEcca 3a60eBaHus.

» [eHeTUYeckoe TeCTUPOBAHIE MO3BONSIET YTOYHUTL FeHe3 Hapy-
LIEHNA PENPOAYKLIAN, YCMELIHO PELINTL BOMPOC O BO3MOXKHO-
CTVU ABTOPOXKAEHUS, @ TAKXKE BbIGPATb ONTUMANbHYI TaKTUKY
MNaHUPOBAHNS 11 BefieHNs 6EPEMEHHOCTY Ha NIOGbIX CPOKaX.

YT0 HOBOrO A€t cTaThA?

» Cuctemati3aMpoBaHbl AaHHble MUPOBOW NNTEPATYPbI O HEOO-
XOAUMOCTN FEHETUYECKOro MCCNeoBaHNs B aKyLIEpCKO-TU-
HEKONMOTMYEeCKO MpakTUKe Ans TOYHOW W paHHel [OuarHo-
CTUKW,  NPeAyNpPexaeHns  HeXenatenbHbIX  SBAEHUNA
1 MPaBUSIbHOrO JIEYEHNSA B Cy4ae BOZHUKLLUX OCIO0XHEHNIA.

Kak 3To MoXeT noBnuATbL Ha KNTUHWYECKYH0 NPaKTUKY
B 0603pumom 6Gyayiiem?

» MaclutabHoe BHeAPEeHNe B NPAKTUKY FEHETUYECKNX UCCReno-
BaHWN NMO3BONUT MEPENTN HA HOBbIA YPOBEHb — HA YPOBEHb
NepCOHN(ULMPOBAHHON MeAMLMHBI, 6narofaps Yemy Konu-
4eCTBO HeXXenatenbHblii ABMNEHUA/0CNOXHEHNA 6yaeT cyLue-
CTBEHHO CHIDKEHO.

Beegenue / Introduction

Pa3BuTne COBpPEMEHHOW MEAMLMHCKON HayKu W npak-
TUKN HEBO3MOXXHO NPeACTaBnUTb 663 reHeTUYECKIUX NCChe-
[0BaHuUi. bnarofaps BHeAPEHNIO MeULIMHCKO FeHEeTUKY
B paboTy NPaKTUKYIOLLMX BPayeil akyLlepoB-rinHeKOoros
CTaNl0 AOCTYMHbIM YNpaBfeHne LEnbIM PAafoM reHeTuye-
CKM 06YCNOBNEHHbIX 3a6051eBAHNIA, @ Y MHOTMX CYnpyxe-
CKMX Nap nosiBuiach BO3MOXHOCTb CTaTb POAUTENSMM.

[eHeTnyeckoe uccnenoBaHue obecrneymBaeT (yHAa-
MEeHTanbHoe NOHUMaHNe 6MONTIOrNYECKON CTPYKTYpPbI Op-
raHu3ma, 4To eCTeCTBEHHO MPMBOAUT K NyYlLEMY MOHK-
MaHuio npouecca 3abonesaHus. MefuUuHCKas reHeTuka
3aHMMABTCS He TONbKO U3YYEHNEM, HO TaKXe pa3paboT-
KOl TaKTUKU KOPPEKLWM HACNEACTBEHHbIX W BPOXAEH-
HbiX 3a6oneBaHuii. 0c060e MECTO FeHETUYECKNEe acnek-
Tbl 3aHMMAIOT B aKYLUEPCTBE W TMHEKOMOMAN, NOCKOMbKY
HapyLleHUe PenpofyKTUBHOIO 3[0P0BbS B ONpefeneH-
HOM MpPOLIEHTE Cny4yaeB 06YCIOB/IEHO W3MEHEHWEM HAC-
NeCTBEHHOr0 Martepuana Wnm y camux cynpyros unu
y notomctBa. OCHOBHbIMU NPUYMHAMM HANPABNEHNS aKy-
LIEPaMMU-TMHEKONOramMmn NauneHToOB Ha FEHETUYECKUE WC-
CNefjOBaHUsA CErofHs ABNANTCA HapyLIeHWs Penpoayk-
TUBHOW (OYHKLMM B CYNPY>XECKOI nape 1 niaHMpoBaHue
npeacTosLLen 6epeMeHHOCTH:

* NIePBUYHOE GeCnNoane;

* NIPUBbIYHOE HEBbIHALLNBAHME GEPEMEHHOCTHY;

What is already known about this subject?

» Genetic research provides fundamental knowledge about body
biological structure, which leads to a better understanding of
disease process.

» Genetic testing allows to clarify the nature of reproductive
disorders, successfully resolve an issue about potential
childbirth as well as choose an optimal tactics for planning
and managing pregnancy at any time.

What are the new findings?

» Here, we systematize the data of the world publications on the
necessity for genetic research in obstetric and gynecological
practice, accurate and early diagnostics, prevention of adverse
events and proper treatment in case of complications.

How might it impact on clinical practice in the foreseeable
future?

» The large-scale introduction of genetic research into practice
will allow to move to a new level, to the level of personalized
medicine. We believe that owing to this, the number of adverse
events/complications will be significantly reduced.

e MIperpasnaapHas nogrotoska, 0CO6EHHO Npu OTAro-
LLEHHOM aKYLIepPCKOM aHaMHe3e, YKa3aHusx Ha Ha-
NYne BPOXIEHHbIX NOPOKOB Pa3BUTUA Y NIoaa, He-
6naronpusaTHble MCX0Abl NPeablaylwnx 6epemMeHHO-
cTen.

B cBoen exenHeBHON paboTe aKyLUepbl-rHEKONOru
MOCTOSAHHO CTanKNBaKTCS C CUTYaLUAMM, KOTAA CEMbSM
MOKa3aHO MpoBefeHNe OMNpefesieHHOro Kommniekca 06-
CIeJ0BaHUN C NPUMEHEHUEM LIMTOreHETUYECKNX 1 MOJIe-
KYyNSApHO-TeHEeTUYeCKNX METOL0B /18 AMArHOCTUKN Mpu-
YMH. TeHeTUYeckoe TECTUPOBAHME MO3BONSAET YTOYHMUTH
FeHe3 HapyLeHWid penpoayKuumn, YCMewHOo PeLmnTb BO-
NpoC 0 BO3MOXHOCTU [ETOPOXAEHNS, a TakXe BblOpaTh
ONTUManbHYK TaKTUKY NIAHUPOBAHWUA U BeleHuUs b6epe-
MEHHOCTN Ha NII06bIX CpoKax [1]. BaXKHO BbIAENNTbL TaKue
CemMbM cpefin 06LLero NoToka nalueHToB U OCYLLECTBUTb
UX JanbHenLly mMapupytusaumo ang aggekTuBHOro
FeHeTMYeCcKOro 06CnefoBaHus.

Mo BpemMeHU NPOBEAEHUS MOXHO BbIAENNUTb 2 MPUH-
LMMNANbHO PasHbIX BUAA MEAWNKO-TeHETUYEeCKOro obecne-
N0BAHUA: MPOCMNEKTUBHOE 1 PETPOCMEKTUBHOE.

K 60nbLUIOMY COXaneHuto, A0CTaTO4HO YacTO reHe-
T4eckoe 06CneioBaHNe UMeEeT MeCTO UMEHHO PeTpo-
CMEeKTMBHO. Mpn peTpocneKkTUBHOM 06CNEef0BaHUN CYM-
py)eckas napa MpOXOAWT TeHeTUYecKoe TeCcTUpoBa-
HME N 06LIABTCS C BPA4OM-TEHETUKOM YXKe nocne hakTa
POXKAEHUS 60/bHOr0 pebeHKa Unu pasfinyHbIX 0CII0XHe-
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HUN 6epeMeHHOCTU. B fJaHHOM crnyvyae MeAuLUMHCKaa re-
HEeTKa MOXXET NOCT(AKTYM NOMOYb BbIACHATb MPUYUHbI
NPON30LWEeALLIMX PENPOAYKTUBHbIX Heyfay 1 No BO3MOX-
HOCTWU OMPefeNnuTb NjiaH peabuautauum Cynpyxxeckon
napbl, Y4T0Obl MOBLICMTH LUAHCHI HA JaNbHENLLY ycneLl-
HYI0 peanu3auuto penpoLyKTUBHOW (OYHKLMK. HO HYXXHO
NOHWUMATb, 4TO B JAHHOM CJly4ae Cynpy>eckoi nape npu-
LUNOCb MPOWTW BECbMA HeraTuMBHbIE MOMEHTbI, KOTOPbIE
MOTYT OCJIOXHSATb TeYeHWe cnepytollen 6epemMeHHOCTH,
a B psje Cly4aeB Y)Xe UMeTb AeTel C TAXKeNbIMU MHBA-
nUAN3UPYLWMUMI 3a60518BaHNAMM, 4TO HEM3OEXHO BJIU-
fIeT Ha B3aMMOOTHOLUEHUSA W TCMXONOrM4Yeckyo 06cTa-
HOBKY B Ccembe. [IpakTuka noATBepXXaeT, YTO reHeTuKa
VHTErpupyeTcs B akyLUEPCKO-TUHEKONIOrMYeCcKy Mnpak-
TUKY N0 60SblUER YacTh peTpocnekTnBHo: Ao 70 % 06-
paLLeHNin K BpadyaM-reHeTMkam COBEpLUIABTCH YXKe nocne
pOXAeHMs pebeHKa ¢ BPOXLEHHO naTosiorneid n Xxpomo-
COMHbIMM 60nesHamMu [2].

MHorue akcnepTbl CErofjHd CYMTAtOT, YTO [AOSKHO
NPOUCXOANTb MEPEKNoYeHNe PETPOCMNEKTUBHOIO KOH-
TEKCTa reHeTUYeCKUX UCCNefOBaHUN B aKyLLepCTBE U M-
Hekonorun Ha npocnektusHbiin [1]. CoBmecTHas pabota
aKyLLEepPCKO-TMHEKONOrn4ecKon U MeanKo-reHeTU4ecKoii
CNy>X6 CerogHs JOJHKHA ObITb NPUOPUTETHO HanpasJieHa
Ha YpOBEHb aMOYNaTOPHOro 3BeHa (XKEHCKUEe KOHCYMbTa-
uumn). YBENU4UTb BKAZ NPOCNEKTUBHOIO rEeHETUYECKOTO
06CrefioBaHMa CemMbu O POXAEHUS MepBoro pebeHka
MOryT MOMOYb, Hanpumep, Nporpammbl Nperpasngap-
HOM NoAroToBKW. KOHCYNIbTUPOBAHE CEMENHOM Napbl 0
HACTyNJIeHNs NepBon GEPeMEHHOCTU B PAAe CNy4aes Ha
0CHOBE KOMIMJIEKCHOI0 aHanu3a AaHHbIX reHeanoruu, co-
MaTU4eCcKoro, rMHeKoNIormM4eckoro n aHApPoJIOrM4ecKoro,
a TaKXXe reHeTMYecKoro CTaTycoB NMOMOXET OMNpeaennTb
MNOBbILUEHHbIE PUCKWN PENpPOAYKTUBHBLIX Heyday C LeSibio
CBOEBPEMEHHOM WX NPOMNAKTUKI 1 Bbi6Opa NOAXOAS-
Lero cnocoba peannsaLuy penpoayKTUBHOIO NoTeHLna-
na. 3T0 AaeT BO3MOXHOCTb BbISIBNATH BeAyLLUA hakTop
puCKa W TapreTHo NPUMEHSATb BCMOMOraTenbHble Penpo-
LYKTUBHbIE TexHonorum (BPT), a Takxe npegynpexaarb
POXAEHNE PeBEHKA C TAXENbIMWA TeHEeTUHeCKUMU naro-
noruamu.

ITepBuuHoOeE Oeciuiogue / Primary
infertility

CTatmcTyeckne [aHHble CBWAETENbCTBYHT, YTO
¢ npobnemoit 6ecnnoaus CerofHs CTankualoTcs 60-
nee 15 % cemeliHbix nap. G reHeTUHeCKUMU MpUYUHA-
mun cBasbiBaloT 4o 30 % cnyyaes 6ecnnogus [3]. baso-
BbIM 06CNEA0BaHNEM, KOTOPOE MOKA3aHO BCEM CEMbSM
C HapyLWEeHHbIM AETOPOXAEHNEM, SBAAETCS KapuoTMnu-
POBaHWe — MCCNea0BaHNe XPOMOCOMHOr0 Habopa, KoTo-
Pblil XapakTepuayeTcs YNCAOM U CTPOEHUEM XPOMOCOM.
HucneHHble aHOManuu, KOTopble MOryT 6bITb BbISIBNEHbI
B CEMbSX, NIAHNPYIOLLMX [ETOPOXAeHMe, 3aTparnsatT
MnoJsi0Bble XPOMOCOMbI (45,X — cuHapom LLepelueBckoro—

TepHepa, 47, XXX — cunapom nonu-X, 47,XXY — cuHapom
KnaiHbenbtepa) v NPUBOAAT K HApYLIEHWO Penpomyk-
TUBHOM OYHKLMN.

l'eHeTMyeckoe o6cnepgoBanue XeHwuHbl / Female
genetic testing

CornacHo KNMHWYECKUM pekomeHgauusm [4], Heob-
XO0MMO TMPOBOAWUTL LIMTOreHEeTUYECKOE WCCIe0BaHmne
(nccnepoBaHne kapuoTuna) nauyueHTkam ¢ runeproHago-
TPOMHON DOPMOII aMeHOPen UK Npu OTCYTCTBIAM MATKK
C LeNbl0 ANarHoCTUKU XPOMOCOMHbBIX aHoManuin. Kapumo-
™n 45-X0, 45-X0/46-XX CcBUAETENbCTBYIOT O CUHAPO-
me TepHepa, kapuotun 46 XY — o cungpome CBaiiepa,
45-X0/46-XY — 0 cMelLaHHoi hopme AUCTeHe3umn roHas.
Mpn pa3BUTUM BTOPUYHBIX MOMOBLIX MPU3HAKOB M OTCYT-
CTBWM MATKW LIMTOTEHETUYECKOE MCCeoBaHne Lieneco-
06pa3Ho NpoBOAUTL ANg AMMMEPEHLUANbHON ANArHOCTU-
Ku cunapoma Maiepa—PokutaHckoro—Ktoctepa—Xaysepa
(kapuotun 46 XX) ¢ CUHAPOMOM HEYYBCTBUTENBHOCTH
K aHgporeHam (kapuotun 46XY).

Mpwn BbisBNEHMK cuHapoma LLlepelueBckoro—TepHepa
crnefyeTr UMeTb B BUY BEPOATHOCTb MO3aUYHOr0 Bapw-
aHTa CUHAPOMA, MPU KOTOPOM B Pa3HbIX KNeTKax opra-
HWU3Ma COAEePXNTCS PasHblii HABOP XpOMOCOM. [1pu 3TOM
KNOH C HOPMalibHbIM KapuoTtonom (46,XX) MOXeT 3aHu-
MaTb B MPOLEHTHOM OTHOLLUEHUW CYLLECTBEHHOE MECTO
Mo OTHOLIEHMIO K nartonoruyeckomy (45,X/46,XX). Tak-
)Ke BO3MOXEH [1eNIELMOHHbIA BapuaHT, KOTOPbIA Xapak-
TEPU3YeTCA NPUCYTCTBMEM B KapuUOTUNE NaLUEHTKM ABYX
X XpOMOCOM, M3 KOTOPbIX OAHA UMEET HEeU3MEHEHHYH
CTPYKTYpY, a Apyras CofepXxuT Aeneumnto (noteps y4act-
Ka KOPOTKOr0 WK ANUHHOMO Myie4ya XpOMOCOMbI); KpOMe
TOr0, OMMCaHbl He TOJIbKO CTPYKTYPHbIE, HO U NPOCTPaH-
CTBEHHblE aHOMaMKU OJHOM U3 X-XPOMOCOM (Kpyrosast
He3aMKHyTas, KONbLEBUAHAA W T. [.), 4TO TaKXXe MOXET
NPMBOAUTL K HapyLIEHWO (DYHKLMOHANIbHOM CNoCO6HO-
CTU XPOMOCOMbI 1 Pa3BUTMIO (DEHOTUMUYECKUX MPOSIB-
nexun cunapoma LLepewsesckoro—TepHepa [5]. B cnyyae
MO3anLmM3Ma y NaUWeHTKN, KaK NpaBuio, HabnoaaeTcs
JUCTeHe3Us TrOHaj, XapakTepu3yloLLascs CHUXEHUEeM
06bemMa AUYHUKOBON TKAHW W NPUMOPANANbHbIX (DONIK-
Kynos. GamocTtosTe/ibHas 6epeMeHHOCTb B JAHHOM CIly-
4ae BO3MOXHA U BO3HWKAET NPUBAN3NTENbHO Y 4—7 %
XeHWuH ¢ cuHgpomom LLepewesckoro—TepHepa [6].
[MepBoe uccnefoBanue 6b110 MPoBeLeHO B [JaHuu, B Hero
BOLLN 412 XKEHLLMH, 1 4acTOTa eCTECTBEHHbIX 6epemMeH-
HocTeil cocTasuna 7,6 % [7]. ViccnepoBanune, npoBefeH-
Hoe B LLIBeunu, BKNOYano 482 nauneHTKN ¢ CUHAPOMOM
LLlepelueBckoro—TepHepa, Npum 3TOM CaMOCTOATENbHas
6epemeHHoCTb HacTynunay 4,8 % [8]. B ocHOBHOM, Ge-
PEMEHHOCTb Y 3TUX NaLWEHTOK BO3MOXHA NOCne npumMe-
HeHus BPT ¢ 06513aTenbHbIM BbINOJIHEHUEM NPEeUMIIaH-
TAUMOHHOr0 TEHETMYECKOro TecTUPOBaHUS 3MOPUOHOB
C LEeMNbi UCKOYEHUS1 XPOMOCOMHOM MaToNoruy — aHe-
ynnonann. OAHAKO Mbl JOSKHBI MOHUMATb, YTO BCE 3TU
OEpeMEeHHOCTI CBA3aHbl CO MHOTUMU OCIIOXHEHUAMN
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B cucteme matb—nnof. OCHOBHOI NPo65eMOii SBNSAETCS
YPOBEHb MATEPUHCKOI CMEPTHOCTU, KOTOPbIN BbILLE, YEM
B 06LLei monynauuu. 3T0 CBA3AHO C CepheyHO-Cocyau-
CTbIMM aHOMaNMAMM U 0CO6EHHO C PACC/IOEHMEM A0PTbl
[9, 10]. Cam no cebe cuHapom LLepeweBckoro—TepHepa
He ABNAETCA NPOTMBOMOKA3aHMEM K HepemMeHHOCTU, HO
neped Had4anom 6epeMeHHOCTU Heob6X0AUMO NPORTK
MYNTUANCLUUNINHAPHBIA CKPUHUHT [11].

Mo pe3ynbTatamM KapuoTMNNPOBAHWUS HEPEAKO BO3HM-
KaeT Heo6X0AWMOCTb [OMOMHUTESIbHOTO TeHeTUYecKo-
ro foo6cnemosanns. Hanpumep, LenecoobpasHo npo-
BOAWTb aHanu3 Ha Hanuyue npemytauun B rese FMR-1
(4mncno CGG-nosTopoB B AranasoHe 55-200) Ha npeameT
HOCWTENbCTBA CMHAPOMA «JIOMKOM X-XPOMOCOMbI» WA
cungpoma MapTuHa-benn nauueHTKam C NpexaeBpe-
MEHHOI HeJoCTaTO4HOCTbIO ANYHMKOB ([THA) ¢ uenbio
BbISIBNIEHWUS TEHETNYECKN [AEeTEPMUHUPOBAHHON (POPMbI
MHA [4, 12]. XXeHwuHbl ¢ npemyTaumen B reHe FMR-1
(55-200 noBTOPOB) MMEOT MOBLILLEHHbIA PUCK PA3BU-
s MHA Ha 13-26 % W NOBbILIEHHbIA PUCK POXIEHMS
pebeHka ¢ cuHapom MapTuHa-benn (y manb4mkoB — ym-
CTBEHHas OTCTaNnocTb M Konmyectso GGG-noBTOpPOB 60-
nee 200) [13].

leHeTnyeckoe o6cnegoBanue Myxuunol / Male
genetic testing

B cTpykType 6ecnnogHoro 6paka Ha A0S0 MY»CKO-
ro 6ecnnogus npuxoamtcs 10 50 % cnyyvaes, M3 HUX
30 % — napbl TONbKO € MyXCkum Gecnniognem, 20 % —
napbl ¢ co4etaHHbim 6ecnnoguem [14, 15]. lMpuynuoin
6ecnyiofiHoro 6paka co CTOPOHbI MY>XX4YUHbI MOXET ObITb
a300CnepMus 1N ONNrO300CNEPMNS TSHKEON CTEMEHM.
pn MOJO3PEHNN HA TEHETUYECKNE WM XPOMOCOMHbIE
aHOManuu MoryTt 6bITb PEKOMEHLO0BaHbI LUTOreHeTnYe-
CKWe aHanmabl (MCcnefoBaHue KapuoTuna) Kposu Ans
OLIEHKM KOJIMYeCTBA U CTPYKTYPbl XDOMOCOM, a TaKXXe Ha
NpeaMeT Hannyug aHoMasnbHbIX y4acTkoB Myxckux (Y)
XpomMocoMm. B uccrnegosanmsx nokasado, 4to 8 10-12 %
CNy4aeB NPUYMHONM HapYLLUEHUs CriepMartoreHesa ABseT-
CS XpOMOCOMHAs natosiorus — noancomms X — CUHAPOM
Knandensrepa [16, 17]. Cungpom KnaitHgenbtepa —
Np1YnHa HeobpaTUMOro MyXXckoro 6ecnyiogus, Kotopas
TpebyeT npumeHeHus BPT ¢ moHopckoin rameTtoi. B no-
CnefHMe JecATUNeTns Takxe NPUMEHSOTCS cnocobbl no-
Ny4eHns TeCTUKYNAPHbIX CMEPMATO30MA0B U3 CEMEHHbIX
KaHarbLieB METOAOM MUKPOXUPYPrMHECKO 3KCTPaAKLMN
CrnepmaTo30MoB 13 TKaHW Anyka (aHrn. microdissection
testicular sperm extraction, microTESE) [18]. Bepo-
ATHOCTb MOJIY4EHWUS CNepMaTo30Ma0B XWUPYPra4ecKum
nytem coctasnser 50-60 %, B fanbHEMLWeM NomyyeH-
Hblli MaTepuan BO3MOXXHO WCMONb30BATb B NPOrpamme
9KO-NKCW  (skcTpakopnopanbHoe Onnof0TBOPEHMe—
VHTpauuUTonna3mMaTnieckas MHbeKLUs CnepMaro3ona).

Mpn HanpasneHun cemenHon napbl Ha IKO-UKCU
CnefyeT y4uTbiBaTb BO3MOXHOCTb Nepeaadn 0T MY>XHIH
C aHOManMAMU KapuoTina no HacneAcTBY reHeTUYeCKux

[edeKToB, KOTOPbIe He Obiny pacno3HaHbl npu o6cne-
[0BaHWK. [03TOMY TakUM CynpyXeckum napam Leneco-
06pa3HO PEKOMEH0BATb MPEUMMNIAHTALMOHHOE TeHEeTU-
YeCKOE TEeCTMPOBAHNE MONYYEHHbIX B Pe3ynbrate npumMe-
HeHnst BPT aMOpuUOHOB AN1F OLEHKW PUCKOB POXIEHMA
pebeHkKa C reHeTuyeckummn gedekramm [16].

HapylieHne cnepmaroreHesa npu My»Xckom 6ecnno-
oW MOXET OblTb 06YCMIOBNEHO Kak XPOMOCOMHbIMU
AHOManUAMN, TaK W reHeTUHecKUMU aedektamu, ¢ Hau-
BbICLLEN 4aCTOTON Y MaLMeHTOB C HEOOCTPYKTUBHON a30-
ocnepmuent [16, 19, 20]. MoaTomy nocne KapmoTMNMPO-
BaHWA U WCKIIOYEHUS XPOMOCOMHOWM natosioruu nauu-
eHTaM C a3o00cnepMuen u 0nnUro3oocnepmumei (< 5 MIH
CnepmaTo30omgoB/mMn) ANs BbIABMNEHNS FEHETUHECKNX ae-
(bekTOB MokasaHo TectuposaHue AZF nokyca Y Xpomo-
COMbI (ChakTOp a300CMepMun), KOTOPbIA KOHTPOSIMPYET
crnepmaroreHe3. B crnydyae BbiSiBeHUS MUKpOAeneuum —
BbiNageHns yvactka monekynol OHK — gnarHoctupyert-
CA FeHeTnYeckn 06YC/OBJIeHHAA hopMa MY>XCKOro 6ec-
nnoams. [deneunn AZF-nokyca o6HapyXuBatTcs B Cpej-
Hem B 10-15 % cnyyaes npu azoocnepmun 1 B 5-10 %
npw ONUro300CNepMUN THKENOIR cTeneHun. Kak npasuso,
Y NAUUEHTOB C TAXKESI0N ONUro300CNepMUen eNHCTBEH-
HbIM LLIAHCOM Ha 3a4atue ABNAeTCS npumeHeHue BPT.

CnepyeT y4uTbiBaTh, 4TO Aeneunn AZF aBnatTcs npu-
YMHOW HapyLUEeHWs crnepmartoreHesa ¢ AMarHoCTUYECKUM
1 NPOrHOCTUYECKMM 3HA4YeHWeM [N 3KCTpakuum cnep-
mMato3ougoB 13 TkaHu audka (TESE). B cnyyae nonHoi
neneuun nokyca AZFa u/wnn AZFb BeposiTHOCTb Bblfese-
HUS CMepMaTo30MA0B CTPEMMUTCS K HYM0, NO3TOMYy Me-
Ton TESE He pekomeHgoBaH. Mukpoaeneunn Y-xpomo-
COMbI HacneaytTcs CbiHOBbAMM [21].

Takxe MyX4YMHA MOXET ABNATbCA HOCWUTENleM MyTa-
LI, CBA3AHHbIX C MYKOBMCLMA030M, YTO MOXET MpuBe-
CTU K 6ECnioanio 13-3a HU3KOro KOMW4YecTBa Cnepmaro-
301808 [22]. Mpubnu3ntensHo 97 % MyX4UH C MYKOBMC-
umao3om becrnnofgHbl. Camas yactas mytauus — F508del
(Beneums dpeHunanaHuHa B nonoxeHun 508) B reHe CFTR.
Y MyX4MH-HOCMTENen retepo3urotHom mytauum CFTR-
F508del HeT Knaccuyeckux NpU3HaAKOB MyKOBWCLMA03a,
TaKUX KaK 3a60neBaHus Nerkux unm »enynovyHo-Kuey-
HOrO TPaKTa; efAMHCTBEHHbIM CMMMTOMOM HOCWUTENbCTBA
MOXET ObITb HapyLueHne pPenpoayKTUBHOM YHKLMN.
TosIbKO y TOMO3MIOTHbBIX NALMEHTOB HabMAAETCA TSXKe-
noe TeYeHne MyKoBucUMAo3a. M03TOMY C LENbio BbiB-
NIEHNS NPUYMH MYXXCKOr0 6ecniofus u onpegesieHns pu-
CKOB Pa3BUTMA FEHETUYECKNX 3a60J1eBaHIUIA Y MOTOMCTBA
PEKOMEH/YETCA nauyeHTam ¢ BPOXAEHHbIM OAHO- 1 ABY-
CTOPOHHWM  OTCYTCTBUEM CEMSIBbIHOCALLMX NPOTOKOB
BbIMOJIHUTE MOJIEKYNIAPHO-TEHETNYECKOE WUCCIIeA0BaHNe
myTauui B rene CFTR (MykoBuCUMAO3) B KpOBU. B cny-
4ae BbISABMIEHNA Y MY>XHWUHbI MyTauumn reHa CFTR BaXHO
TaKXXe PEKOMEH[0BaTb €ro napTHepLUe BbIMOAHUTE MO-
NeKyNAPHO-TeHeTUYECKOE NCCNea0BaHNe MyTaLmid B reHe
CFTR (mykoBUCLMA03). ECNM OK@XETCS, YTO XKEHLLMHA
ABNAETCA HOCUTENIEM TaKOM XKe MyTauuu, TO BEPOATHOCTb
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POXJEHNS pe6eHKa ¢ MyKOBUCLIMA030M COCTaBNsAeT 25 %,
a C BPOXAEHHbIM ABYCTOPOHHUM OTCYTCTBUEM CEMSBbI-
HOCSALLEro npoToka — 50 %.

IIpuBsryHOE HeBhIHAIIUBAaHUE / Habitual
miscarriage

[eHeTNYECKIMEe MPUYUHBI BO MHOTUX CIy4asx MOTyT fB-
NATHCA NPUYMHONA NPUBBLIYHOTO HEBbIHALLIMBAHUA Gepe-
MEHHOCTU (MPUBbLIYHOTO BbIKMABILLA), C KOTOPbIM HabI0-
farres 10 6-7 % 6ecnnofHbix nap [23]. Ecnv rosoputb
06 OTKJIOHEHWAX KapnuoTuna, T0 TPUCOMUs no X XpoMoco-
Me oTmeyaetcsa ¢ yactoTtoi 1:1000 HOBOPOXAEHHbLIX [e-
BOYeK. B nopjasnsatoliem 60SbLUKHCTBE ClyvaeB AaHHas
aHeynnouans He WMeeT DEeHOTMMUYECKOTO MPOSBIEHMS,
BC/E/CTBME Yero 0CTaeTCs HEBbIABEHHOW. KNNHMYeCcKue
NposiBNeHNs 3a60/1eBaHMA YPe3BblyaiiHO Pa3HO06Pa3HbI
1 MOTYT BapblpoBaTh OT MPUCYTCTBIS B (DEHOTUME XEH-
LLUWHBI HEKOTOPbIX CTUFM AM33mMOpuoreHesa (runepre-
NOPU3M 11a3, INUKAHT, KIMHOZAKTUNINSA) OO PasnuyHbIX
BAPWAHTOB HApPYLUEHWUS MEHCTPYasibHON (PYHKUMM U He-
BblHALWIMBaHNA GepemeHHoCcTW [24, 25]. XpomocomHas
aHeynnounams y ambpuoHa/nioga senserca Haubosee 4a-
CTON NPUYMHON BbiKKUAbIWA B | TpUMECTpe 6epemMeHHOCTH
1 Bo3HMKaeT B 50-70 % cnyyaes. 4em paHbLUe BO BpeMs
0epeMeHHOCTM NMPOM3OLLEN BbIKMAbIL, TEM BbILIE BEpo-
ATHOCTb TOrO, 4TO Y amMbpuoHa/nnoga 6l XpOMOCOM-
Hble aHeyniougun. Puck tpucomuu y am6puoHa/nnopa
B pe3ysnibTate XpOMOCOMHOW aHeynnouanm Bo3pacraeTt no
Mepe YBeNnnyeHns Bo3pacta marepu. Hambornee pacnpo-
CTPAHEHHOI MPUYMHOI BbIKMABILLIA SBNSETCA TPUCOMMUS
no 16-i xpomocome, BTOPOE MECTO 3aHUMaeT TPUCOMUSA
no 22-i xpomocome [24, 25].

HacnenctBeHHas TpOMOOMUNUA TaKxKe MOXET ObiTb
OZAHO M3 MPUYUH MPUBLIYHOTO HEBbIHALLMBAHMA Gepe-
MEeHHOCTHW [26, 27]. Ha nperpaBugapHoM aTane uan npu
nepBoM BM3UTE BO BpeMs HEpemMeHHOCTUN PeKOMeH0Ba-
HO HanpaBnATb NAUMEHTKY C MPUBbIYHBIM BbIKMIbILIEM
Ha MOJIEKY/IAPHO-TEHETUHECKOe MCCefoBaHNe MyTaLmuu
G1691A B reHe hakTopa V (MyTaums JleitaeHa B V dak-
Tope ceepTbiBaHud, FVL), onpeaenexue nonmmopdunama
G20210A npotpom6KHa B reHe daktopa Il cBepTbiBaHNSA
KPOBW, OnpefeneHne akTUBHOCTW NpOTeNHA S B KPOBW
C LeSbl0 AUArHOCTUKN HACNeACTBEHHOW TpOMBOuInu.
B Hopme 6GepeMeHHOCTb XapakTepuayeTcs runepkoary-
nAuMen; M3BECTHO, HTO AOMOJSIHUTESIbHblE HAapyLeHus
B Kackafle CBepTbiBaHWA KPOBW MOTYT CMOCOGCTBOBATH
Pas3/INYHbIM OCNIOXKHEHUAM GEpeMEHHOCTH, TakUM Kak
npesknamncus, 3agepxka pocra nnoga, npexaespeMeH-
Has OTCJIOiiKa NnaLeHTbl U noTepu 6epemeHHocTn. MyTa-
umsa B FVL Hamboree TeCHO cBsi3aHa C TPOM6G030M; pUCK
BO3HWKHOBEHUSA TPOMO03a Yy reTepo3nroTHbIX HOCUTENEN
COCTaBNAeT NPUONU3NTENbHO 7 %, Yy TOMO3UMOTHbIX —
80 % [28, 29]. Takxe 6blsI0 OTMEYEHO, YTO FOMO3MIOT-
Has MyTauns sBNSeTCH OCHOBHOM HACNeACTBEHHOM Npu-
YMHOW HeBblHAWNBAHNA GEPEMEHHOCTU W BGecnnoaus;

KpoMe TOro, UMetoTCs AaHHble 0 TOM, YTO 3Ta MyTauus
YBENWYMBAET PUCK pasBuTUA npeaknamncun [30-35].
TOYHbIA MexaHnM3M BIMAHMA MyTaumu dakropa V Ha npu-
BbI4YHOE HEBbIHALLIMBAHME IO CMX NOP TOYHO HE U3BECTEH;
O[HAKO HECKOJIbKO MCCIie[oBaHWii NPOAEMOHCTPUPOBA-
NN, 4TO B MiaLleHTe 06pasytoTcsas MUKPOTPOMOLI, KOTO-
pble MOTYT NPMBOAUTL K MHPAPKTY NMALEeHTbl U BbI3bl-
BaTb MOCeAYIOLLMEe OCITIOXKHEHNS Y MaTepu 1 nioja [36—
40]. MexaHn3m MOBbILEHHOr0 pucka TpomM6030B 06bAC-
HAETCA PE3UCTEHTHOCTBID aKTUBUPOBAHHOMO NpoTenHa C
(AMC) k 6enky thakTopa V 13-3a MyTaunii B onpeaeneH-
HbIX y4acTkax paciienneHns AMC, 4To npuBoauT K 6ec-
KOHTPOJIbHOI Koarynauum u 06pasosaHnio Tpomoos [41].
MyTauns rena npotpombuHa F2(20210)A BcTpevaetcs
y 1-6 % nuy B o6LLeit nonynaumn [42]; ata myTauna Tak-
Xe NpuBoauT K runepkoarynauum [43]. B HepaBHeM uc-
cnefoBaHum X. Liu ¢ coaBT. NpoJeMOHCTPUPOBaAnu, 4T0
Yy NaLMEHTOK C MyTaluWen B reHe npoTpomMOuHa B 2 pasa
BbllUe BEPOATHOCTb Pa3BUTUA MPUBLIYHOTO HEBbIHA-
wusanus [44]. B metaanannuse 37 uccrefoBaHwii cny-
Yan-koHTposib B 2015 . 6bina 06HAPYXEHa 3HAYUTENb-
Has CBA3b MeXxay MyTauuei dpaktopa Il u npuBbIYHbIM
HeBblHALWMBaHMEM (OTHOLEHWe waHcoB — 1,81). 3ToT
pUCK Obll 0COGEHHO BbICOK Y €BPOMEMLEB U XKEHLLMH
ctapwe 29 net [45]. HecmMOTps HA Hanuyune 3Ha4UTeSb-
HOr0 KOMW4YecTBa AaHHbIX 0 MyTaumax FVL n npotpom-
61Ha, a TaKxKe 06 X BAWUSHUW HA HEBbIHALLMBAHME Oe-
PEMEHHOCTW, [0 CWUX NOp CYLLECTBYIOT pasHornacus,
W Henb3s chenatb ONpefeneHHbili BbIBOL O BANSIHUM
9TUX MyTauui Ha NPUBbLIYHOE HeBbIHALLKBAHUE [46, 47].
PasninyHble hakTopbl, TaKne Kak AU3anH UCCneLoBaHun,
NpefB3ATOCTb UCCNES0BAHUNA 11 PACOBbIE Pasnnyng Gbisin
NpeanoXeHbl B Ka4eCTBE MPUYNH TaKUX HEOAHO3HAYHBIX
1 HeybeauTenbHbIX pe3ynbTaToB. Heo6xoanmbl AanbHen-
LUMe WCCIefOBaHNA ANs YCTaHOBNEHUS 60Nee Hajex-
HOW B3aMMOCBSA3M MeX[Y reHeTn4eckon Tpomeodununen
I HeBblHALIMBAHMEM GEpPeMEHHOCTU, a TaKxe Ans pas-
paboTKM CTaHAAPTU3NPOBAHHBIX PYKOBOACTB MO Befe-
HUIO 6EPEMEHHOCTU U CKPUHUHTA 6epeMeHHbIX. OfHaKo
CTOMT NOMHUTb, 4TO MyTauuu FVL G1619A n daktopa Il
G20210A cymTatoTca Hambosee pacnpocTpaHeHHbIMI Ha-
CNeLCTBEHHLIMU TPOMOO(UNUAMN, @ BEHO3HBIA TPOMOO-
amM60M13M NPOAOIIKAET 0CTaBaTbCsA OAHOW M3 BedyLLUX
NPUYMH TPOMO03IMOONIUM JIETO4HON apTepun U MaTepuH-
CKOW CMePTHOCTM, OCOGEHHO B Pa3BUTbIX CTpaHax [48,
49]. TakXe B He[aBHUX MCCNEf0BaHUAX Oblna NPOAEMOH-
CTPMPOBAHA CBA3b MEXAY MyTauueid B reHe WHrMoOuUTO-
pa 3H0TeNManbHOro akTuBaTopa nnasmuHoreHa-1 (aHrn.
plasminogen activator inhibitor-1, PAI-1, Serpine 1) u He-
BblHaLLIMBaHMeM 6epemeHHocTy [50-53]; ogHako G. Adler
C COaBT. B CBOEM MeTaaHanuse He NoLTBEPANIN AAHHYIO
runotesy [54].

BbisBuTH TpOMGOGMNIMIO [0 NEepBOro TPOMOOTMYE-
CKOro 3nu3ofa KparHe CNOXHO, TaK Kak €€ KinHU4e-
CKWe NpOsIBNEHNS, KaK MpaBuio, MIUHUMANbHbI U Hecne-
UM UYHbI. BbISIBNEHNE HOCWUTENbCTBA HACIELCTBEHHbIX
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(bakTOpoB TPOMOOreHHOro pucka 6e3 KX peanusaLum
B BUJe TPOMO030B KpaiHe 3aTpyAHeHo. [o3Tomy Ha ce-
FOAHALUHMWIA [eHb AOCTATO4YHO OCTPO CTOWUT BOMPOC He-
06X0AMMOCTY paCLUNPEHNUs PYTUHHOrO 06C/ef0BaHNUsA
nauueHToK 6e3 TPOMOO30B, OTArOLLIEHHOrO aKyLIepPCKo-
ro aHamHe3a Unu ¢ 0JHUM (PaKTOPM HeBblIHALIUBAHUEM
6epeMeHHOCTU. Takue XeHLWHbI JaNeko He Bcerda no-
nafarT B NoJie 3peHns reHeTUKOB, HO BEPOSATHOCTb, YTO
Takasi NauueHTKa NPWaeT Ha NPUEM K akyLlepy-TUMHEKo-
nory, ropasgo Bblwe. Takum 06pa3omM, UMEHHO akylLlep-
FMHEKONOr MOXXET CTaTb TeM CMeuuannucTom, KOTOpbIi
MapLUPYTU3NPYET NALMUEHTKY N0 ONTUMaNbHOMY [MarHo-
CTUYECKOMY CLIEHapuHo.

Kpome pYTMHHOrO LMTOreHeTUYecKoro uccrneaoBa-
HWS, NO3BOMNALLIEr0 [MAarHOCTMPOBATh YUCIIOBbIE aHO-
Masini XpoMOCOM W rpy6ble CTPYKTYPHbIE XPOMOCOMHbIE
MepecTpoiikn, AN 00HAPYXEHUS MUKPOLESeUmnid U MuK-
poAynnuKaUuin MOXET UCMOJIb30BaATbCSA XPOMOCOMHbII
MUKPOMATPWYHbI aHanM3. 3T0 TECT BbICOKOrO pa3peLue-
HUS N TOYHOCTM, KOTOPbIV MPUMEHAETCA B NPEHaTanbHON
1 NOCTHATa/IbHON AWArHOCTUKe (B TOM 4ucne abopTus-
HOro marepmana) u no3BosseT YTOYHUTb AMArHO3 B TeX
clyyasx, Korga uccnefosasme Kapuortuna He AaeT o4Ho-
3HAYHOr0 OTBETA HA BOMPOChI, MOCTaBJIEHHbIE MEPes Knu-
HULMCTOM.

Bo Bpems 6epeMeHHOCTM pPEKOMEeH0BaHO Hamnpas-
NATb NALMEHTKY C NPUBbLIYHBIM HEBbIHALLWBAHUEM W Bbl-
COKUM PUCKOM XPOMOCOMHbIX aHEYNIOUANIA N0 JaHHbIM
CKPUHWHIA HAa KOHCYMbTALMIO K Bpady-reHeTuKy C Lienbio
onpenenieHns nokasaHuii K WHBA3MBHOI NpeHaTanbHoOM
AMarHocTiKe ¢ nccnefoBaHnem nony4eHHoro marepuana
METOAaMU LIMTOreHETUYECKOro WM MOMEKYNSAPHOro Ka-
PUOTUNUPOBAHUS.

I'eHeTHYECKHE HCCIETOBAHUA
B IIPEHATAIBHOH JHATHOCTHUKE / Genetic
testing in prenatal diagnostics

lMpeHaTtanbHas AMArHOCTMKA — OTHOCUTESIbHO HOBOE
HanpaeneHne MeONLMHCKON reHeTnku, Kotopoe paboTa-
T Ha CTblKe HECKOMbKMX KNUHWUYECKUX AUCLUMINH (aKy-
LUepCTBa, FTMHEKONOrN, NePUHATONOI N, HEOHATONOTK)
1 PyHOAMEHTAMbHbIX HayK (FeHeTUKW, GUOXUMNK, nato-
cousmornorum, Teparosiornm, 3MOpPUONOrMKN, MOJEKynap-
HOW 6uosniorum). Lleniblo npeHaTanbHOW ANArHOCTUKK fiB-
NAETCA ANArHOCTMKA, NPONNIaKTMKA U BHYTPUYTPOBHOE
neYeHne HacneACTBEHHbIX U BPOXOEHHbIX 3a60s1eBaHii
yenoseka. COBpPeMEHHAA npeHatanbHas AWarHoCTUKa
o6nagaeT KOMNIeKCOM MEeTOA0B W KJIMHWYECKUX Mpue-
MOB, MO3BONAIOLLMX BbISABAATL BPOXKAEHHYIO NaTONOrN0
y NNoJAa, Ha4yMHasa ¢ paHHWX CPOKOB OEPEMEHHOCTH, Cpe-
OU KOTOPbIX OHO U3 BEAYLLMX MECT NPUHALJIEXUT reHe-
TUYECKUM NCCIIeA0BAHNAM.

C Hay4HO TOYKM 3peHus, Npo6embl, CBA3AHHBIE C re-
HETMYECKON MpeHaTasibHON AMArHOCTUKON, B HACcTOALLEe
BpeMs Y>Ke 1o 60/bLUEN YaCTu PeLLEeHbl, 1 NMepBOCTENeH-

HYI0 BaXHOCTb MMEET MpPaKTU4eCcKOe BHEAPeHWe W npu-
MEeHeH1e J0pOA0BbIX NPOMPUIAKTUHECKNX MEPONPUATHIA.
[naBHas ponb B CMCTEMe MepOnpuATWiA Mo npodounak-
TIKe TeHeTUYeCKON NaTonorny nNnoga npuHaanexxuT Bpa-
Yyam nepBOro KOHTaKTa ¢ 6epeMeHHOI — aKyLlepam-rmHe-
Konoram [55].

B Poccun npeHatanbHas [MarHOCTMKa paHee 6bina
pernameHtuposaHa [lpukazom MuHucTepcTBa 3apa-
BooxpaHeHus Ne 457 o1 28 Hos6ps 2000 r. «O cosep-
LUEHCTBOBAHWI NpeHaTasibHOW AnarHoCcTuku B npodou-
NAKTUKE HACNEACTBEHHbIX U BPOX/EHHbIX 3a60NeBaHNI
y neteit». CerogHs npeHartanbHas AMArHoCTUKa onpe-
nensietca MNpukazom Munsgpasa Poccun ot 15.11.2012
Noe 921H «06 yTtBEpXaeHUM [lopsigka okazaHus Memu-
LMHCKO MOMOLLM N0 Npouio «HeoHatonorus» [56],
Mpukasom MuHsgpasa Poccum ot 15.11.2012 Ne 917H
«06 yTBEPXKAEHMM NOPALKA 0KAa3aHWS NOMOLLM 60NbHbIM
C BPOXIEHHbIMW U (MNK) HACNELCTBEHHbIMM 3a60seBa-
HuaMn» [57] u Mpukazom MuHaapascoupassutus Poc-
cum ot 22.03.2006 Ne 185 «O maccoBom o6crnenoBaHum
HOBOPOX[EHHbIX [1eTeil Ha HacreACTBEHHble 3aboneBa-
HUs>» [58], KOTOpble [0 HACTOSALLEr0 BPEMEHU ABNAIOTCS
OCHOBOMONAralLWMMmK 1 NpefycMaTpuBaloT [BYXYPOBHE-
BbIIA MOPSA0K 06CNe0BaHNS 6epeMeHHbIX. [1epBbIi ypo-
BEHb 3aKM0YaeTCA B NPOBELEHUN MACCOBOr0 CKPUHIHIA
0epemMeHHbIX aKyLLIepCKO-TMHEKONOMNYECKUMI YYpexae-
HUAMU (KEHCKUMU KOHCYNbTaUMsMU, KabuHeTamm u apy-
rMMK poJoBCNOMOraTesibHbIMU yuapexaeHuamu) B | un i
TpUMecCTpax 6epeMeHHOCTM Ha OCHOBE WCMOJNIb30BAHNS
heTanbHbIX GUOXUMNYECKUX W YNbTPA3BYKOBbIX MapKe-
pOB. BTOPOI yPOBEHb BKIIKOYAET MEPONPUATMSA MO Anar-
HOCTUKE KOHKPETHbIX (POPM MOPaXeHMs MNnofa, OLEHKe
TAXKECTU 6ONIE3HN U NPOTHO3Y COCTOAHWUA 340POBbS pe-
OeHKa, a TaKXXe peLleHne BOMPOCOB O NpepbiBaHun Ge-
PEMEHHOCTMN B CNy4asx TSHKE0ro, He NoaaatoLLerocs ne-
YeHUI0 3a60/eBaHNs NN0AA, KOTOPbIE OCYLLECTBAAOTCS
B PErvMoHanbHbIX (MEXPErMoHanbHbIX) MeLuKO-TeHeTH-
YECKUMX KOHCY/NbTaLMAX.

Mapurpyrusanus namueHTa

M OPTAHHU3AIHMA T€HETHIECKUX
uccaegosanui / Patient routing
and organization of genetic studies

HacnenctBeHHble 1M BPOX[EHHblE NaTONOTMMM  OKa-
3bIBAIOT KOMOCCanbHOE BAWSIHME HA PEnpOAyKTUBHbIA
NOTEHUMAN HacefeHns W 340p0oBbe OyayLnMX MoKone-
HUA. ABCOMOTHOMY 6OMbLUNHCTBY CEMENHbIX Nap Heus-
BECTEH «FEHETUYEeCKUIA rpy3», 06nafatensiMu KOToporo
MOryT SBRATHCA NapTHepbl. AKYLUepY-TrMHEKonory, Ko-
TOPbIV BEAET NALMEHTOK «HA NOTOKE», CNeayeT yaenaTb
00MbLIe BHAMAHMSA TEHETUYECKMM METOAaM ANarHoCTy-
KW: 3TO NOMOXeT 6osiee MoNHOMY 06Cnef0BaHNI0 nauu-
eHTOK, (DOPMYNIMPOBAHMIO NMOKA3aHUA ANS FEHETUYECKO-
ro 06Cnea0BaHNs NapTHepa, ONPeAeNeHnio JanbHemLeil
TaKTUKN paboTbl C MauMeHTKamu. B kayecTBe nokasaHum
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K FeHeTU4eckomy 06CNeJ0BaHNI0 B FMHEKONOrUK nep-
BUYHOIO 3BEHA U PENPOAYKTONOrU MOXHO OPUEHTUPO-
BaTbCS Ha CNeayHoLLne:

* BO3pPACTHOI (pakTop (BO3pacT OyayLuei Mambl cTap-
we 35 net, otua — crapiwe 45 nert);

* AMEHOPEes WU HApYLUEHUS MEHCTPYanbHOro LnKna
HESICHOTO reHesa;

e HanM4Me BbIKWbILWENA, 3ameplueit 6epeMeHHOCTH,
MEPTBOPOXAEHWUA B aHAMHe3€e, 0COBEHHO ecni npu-
YMHA 3TUX ABMEHUN He Obina paHee YCTAHOBEHA;

* Hanu4ne B CEMbe JIeTel C XpOMOCOMHOI aHOManuen,
HapyLWeHNAMIU Pa3BUTMS, HACNeACTBEHHbIMM 3260-
neBaHUsAMU 06MeHa BELLECTB;

* BbIIBJIEH PUCK Pa3BUTUS XPOMOCOMHOM NaTtoniorumn
nnoja no pesynsraTtaM MpeHaTanbHOrO0 CKPUHMH-
ra B | Tpumectpe (ynbTpasBykoBoe MCClef0BaHMe +
ONOXUMUYECKUIA CKPUHMHT);

« HaNIM4YKMe y BTOPOr0 MapTHepa XPOMOCOMHbIX WK
FeHHbIX HapYLUEHUI;

* [IOBTOPHbIE HeYAa4Hble MOMbITKA NepeH0Cca HaTUBHbIX
1IN Pa3MOPOXKEHHbIX 3MOPUOHOB (3 NOMbITKN Y XKEH-
LLWUH MONOXe 35 NeT, 2 NONbITKN Y XEeHLWMH 35 neT
1 cTapuie);

* TSKEMbIE HAPYLLIEHNS CNEPMATOreHEe3a Y MY>KUUHbI;

e INI2aHMPOBAHNE [JOHOPCTBA OOLMTOB W 3MOPUOHOB,
CrepMbl.

CerofiHa B aKyLIepCTBE U TMHEKONOrUU CyLecTByeT
peanbHas HacyllHas NOTPe6HOCTb B aKTUBHOM MpuUMe-
HEHWI CNeayLLUX METOA0B FrEHETUYECKON ANArHOCTNKM:

* LINTOrEHETUYECKOE NCCNE0BAHNE;

* XPOMOCOMHbIA MUKPOMATPUYHbIA aHamNn3;

e BbIIBIEHWE  TOYeYHbIX MyTauun: X-xpomocoma
y Myxu4uH (AZF), reH CFTR, reH haktopa V cBepTbI-
BaHWs KPOBW, FeH NPOTPOMOUMHA 1 1ip.;

 KOMMJIEKCHbIE TEHETUYECKNE UCCNe0BaHNs, No3BO-

NALLME BbIBUTb HOCUTENIbCTBO HaMbBOMee 4acTbIX

MOHOTEHHbIX MyTaLWiA;

* KOMMJIEKCHOE TeHETUYECKOe WCCeA0BaHNE HOCU-
TeNnbCTBA eHOB — (DAKTOPOB puUCKa pPas3BUTMS Mnpe-
aKnamncum.

Bce nepeyncrneHHble UCCNEA0BAHUS MPAKTUKYHOLLNIA
aKyLIep-TMHEKONOr MOXET U [JO/MKEeH WCnoNib30BaTh
B CBOEI1 NpakTuke. [peanoyTuTenbHbIM NPeACTABNAETCS
NPOCNEKTUBHbIN NATTEPH UCMOMb30BAHMS FEHETUHECKOTO
KOHCYNbTUPOBAHMS B KNUHWYECKOW NpakTuke. G Lenbio
ONTUMU3ALMI JUATHOCTUYECKOTO NpoLecca, 3KOHOMUU
BPEMEHM W (PUHAHCOB NaUMEHTa MpuU Hanuyum COMHe-
HUIA B KOHKPETHbIX Ha3HAYeHNsX MOAAEPXKKY NePBUYHO-
MY 3BEHY MOXET 0Ka3aTb MYNbTUAUCLWUNANHAPHBIA Noj-
X0/ C NPUBMIEYEHNEM MPW BbISBNIEHNM OTKNOHEHWIA Bpaya-
FEHETNKA K Ha3HAYEHUAM W MHTEPNPETALMN Pe3ynbTaToB
1CCneaoBaHuin, a Takxe POPMUPOBAHUIO TAKTUKU MpPO-
NOJHKEHHOro o6cnefoBaHus. HbiMK cnosamu, npu Bbl-
SIBMIEHWM OTKJIOHEHWIA N0 pesynbraTamM [EeHETUYECcKOro
TECTUPOBAHNS BPay NEPBUYHOM NOMOLLM HANPaBNAET Ha
KOHCYNbTaLWI0 K reHeTUKy. Takon noaxo BOSMOXHO pe-

a/1M30BaTh NyTEM HanpasfieHUs B KPYMnHble labopaTopuu,
pacnonaratoLue COBPEMEHHbIMW  AUATHOCTUYECKUMM
MOLLHOCTAMM ANS NPOBEAEHNS TEHETUHEeCKUX WUccneao-
BaHUN M UX UHTepnpeTauuu. NMpumepom Takon naéopa-
TOpUMN ABNAETCA «[eMOTeCT», BO3SMOXHOCTU KOTOPOK No-
3BOJIAIOT MPOBECTM KOMMJIEKCHOe 06C/efioBaHne, B TOM
4ucse TeHeTUYECKOe, BCEro NLb 32 OJHO MOCELLeHNe.
B na6opatopumn «[eMoTecT» NpoOBOAATCA KOMMNEKCHbIE
nabopatopHble UCCNefOBaHUsA, B TOM 4uUCNe BCe nepe-
YUCNEHHbIE BbILIE FEHETUYECKNEe TECTbl, BKIIHOYAKOLLME
OCHOBHbIe napameTpbl [Nf OLEHKU COCTOAHUSA PEnpo-
OYKTUBHOTO 3[0pPOBbSA CYNPYXECKOW napbl U BbisiBNe-
HUSA NPUYMH OTKIOHEHUI Y MOTOMCTBA. TeXHOMOMN4ecKmne
MoOLLHOCT nabopartopun «[emoTecT» MpefAcTaBlieHsbl
BbICOKOTOYHbIM COBPEMEHHbIM 060pY[OBaHMEM; MHTEp-
npeTauuen pesynbTaToB 3aHUMAeTCs LTaT KBanuuun-
POBaHHbIX N1a60paTOPHbIX reHeTUKOoB. Jlabopatopus «[e-
mMoTecT» pacrnonaraet 6onee 4em 1500 oTgeneHuamu no
BCEI CTPaHe M OTIIQXEHHOW CUCTEMOI NOTUCTUKM, YTO
NOBbILIAET Ka4eCTBO W AOCTYMHOCTb COBPEMEHHOr0 06-
cnefoBaHusa Ang nauueHToB. Bce uccnenoBaHns npoBo-
JIATCA Ha COBCTBEHHOW TEXHONIOMMYeCKOW 6a3e, BKIHOYa-
foLen 5 MHOronpPoOMUbLHLIX 1TA60PaToOPUin U CeTb IKC-
npecc-nabopatopuii. B 3aBUCUMOCTI OT KJIMHUYECKOM
CUTYauum W pesysibTaToB rEHETUYECKMX TECTOB MOXET
OblTb PEKOMEHJ0BAHO AOMNOJIHUTESIbHOE TEeHEeTUYeCcKoe
KOHCYNbTUPOBAHMe, rae napy npOMH(OPMUPYIOT O BO3-
MOXHOCTU M NOTEHUMANbHbIX NOCNEACTBMAX Nepeaadu
FeHeTMYeCKUX aHoManuii NoTomcTBy. B Hawwei cTpaHe
CO3[aHO 1 (PYHKUWOHMPYET 76 MeLMKO-TeHEeTUYECKUX
KOHCY/bTaLmil (LLeHTpoB) B 67 cyobekTax Oeaepaunu [2].
VX peaTenbHOCTb pernameHTupyetca npukasom MuH-
3apasa Poccuu ot 15 Hoa6pa 2012 . Ne 917H «[lopsgok
OKazaHus MeauLUUHCKOW NoMoLLM 60NbHbIM C BPOX[IEH-
HbIMW W (UNK) HACTEACTBEHHbIMI 3a060MeBaHMAMU» [S7].
Mony4uB pe3ynbTaThl FeHETNYECKOr0 TECTUPOBAHNUS, ECTb
BO3MOXXHOCTb HanpasnTb NALWEHTKY C NpeLnonaraemMbim
AMArHo30M HacleICTBEHHOI0 UMK BPOXXAEHHOT0 3a6one-
BaHWA Ha PACLUMPEHHYHD KOHCYNbTALMI0 HAa GHIKETHON
0CHOBE (MpK HaNM4MK YLOCTOBEPEHUS IUYHOCTM, KOMWK
UCTOPUM BONE3HN NN NOAPOOHON BLIMUCKM U3 UCTOPUN
60/1€3HN, HEOOXOAMMON MeONLIMHCKON NOKYMeHTauuu,
nonuca OMC n CHUJIC), 3anncb Ha KOHCYNbTALUUIO OCY-
LLIeCTBNIAETCA MO TesieddOHY UMK MO 37IEKTPOHHON MOYTE.

3axarouenue / Conclusion

B coBpemeHHOW MefuLUHE MONEKYNSapHO-reHeTnye-
CKasl uarHoctuka KpaliHe Heo6xoauma, NoToMy 4To 663
HEe HEBO3MOXHO MpPeACcTaBUTb NEPCOHUEULIMPOBAHHYHO
MeanUMHY. AHanu3 mMatepuHCKOW CMEPTHOCTU B MMpe
MoKasasn, 4YTo ec/in BOZHUKAIOT OCII0XKHEHMS, TO OHU, KaK
npasuno, BbIXOAAT 3a Npefesibl BO3MOXHOCTEN KINHM-
YECKUX PEeKOMeHJaUmil, UMEHHO MO3TOMY Mbl CTaBUM
NepcoHN@ULMPOBAHHYK MeaULUHY Ha MNepBoe MecTO.
OQHako Takoi Noaxofn CTaBUT Meped Bpayamiu apyrue

http://www.gynecology.su
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3aja4u, Tak Kak 3TOT MPUHUMUMN MCCIIeA0BaHNA NOAPa3y-
MEBAeT 3HaHWe NaToU3N0NOrNYeCKUX MeXaH3MOB, Jie-
)KaLLMX B OCHOBE TEX WS UHBLIX FEHETUYECKUX U3MEHe-
HWiA, N 3HAHWE KJTMHUYECKOW hapmakonoruun. B knuHunye-
CKOIl MPaKTKKe He ObIBAET Tak, Kak B AKCMEpPUMEHTE, KaK
MpaBunsIo, 3eCb MMEIOTCH COYETaHHbIE HapYLEHNs, KOTO-

pble TPeOYOT NPUMEHEeHUs Pa3HO06pa3HbIX Npenaparos
11 NOHUMaHKS 06 UX B3aMMOAENCTBUN APYr ¢ Apyrom. Mbl
nonaraem, 4Yto yrny6neHue TeOpeTUYECKON 6a3bl U KNu-
HUYECKMX HABbIKOB MO HA3HAYEHUK TEHETUYECKOro Te-
CTMPOBAHUA B aKYLLBPCKO-TMHEKONOTMYECKO MPaKTnKe
BbIBEAET MEANLIMHY HA HOBbI YPOBEHb PA3BUTUS.
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