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Pe3stome

CneunanucTbl NepBUYHOr0 MeANKO-CAHUTApPHOTrO 3BEHA WUrpalT OAHY M3 ONpeAensiolnX poneid B hopMUPOBaHIUKM NeYe6HO-
JNarHoCTNYECKON CTpaTerun ¢ NpUBIEYEHNEM KOMMEr CMeXHbIX CreLuanbHOCTei, B TOM Yucne ccdepbl MeAnKo-reHeTUYeCKOoro
KOHCYNbTUPOBaHUSA. Ha COBPEMEHHOM 3aTane AOMONHUTENbHbIE 06CNef0BaHNA NO3BONSIOT Peann3oBaTb KOMMIEKCHbIA NOAX0A
K nauueHTy. FeHeTUYECKME UCCTe0BaHNS MO3BONAIOT CYLLECTBEHHO YIYYLINTL Ka4eCTBO ANArHOCTUKM 11 AOKHbI 60766 aKTUBHO
NPUMEHATLCS B NEPBUYHOM 3BEHE MeNLIMHCKON NOMOLLW. 3TO NOATBEPX/AA6T KIMHUYECKOe HaGI0AeHNe C MPUMEHEHeM pacLLi-
PEHHOI ANarHOCTUYECKON TAKTUKM Y NALMEHTKI C HECTIELMAUYECKUMU Kano6amm 1 OTArOLLLEHHBIM aKyLIEPCKUM aHaMHE30M.

Knto4eBble cnoBa: reHeTMYEeCKMe UCCe0BaHNS, HeBbIHALLMBAHWE 6EPEMEHHOCTI, TPOMOOMDUNINS, KAPUOTUNUPOBAHME, MOHOTEH-
Hble 3a60/eBaHNS
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Abstract

Primary health care specialists play one of the defining roles in shaping treatment and diagnostic strategy by attracting colleagues
from related specialties, including those dealing with medical genetic counseling. At the current stage, additional examinations
allow to implement a patient-oriented integrated approach. Genetic studies can substantially improve quality of diagnostics and
should be more actively used in primary care. This confirms the clinical observation using extended diagnostic tactics in the patient
with non-specific complaints and a burdened obstetric history.
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Beegenue / Introduction

Ha coBpeMeHHOM ypOBHE PasBUTUS MEAULIMHCKOI Ha-
YKI 1 NPaKTUKK TEHETUYECKNE UCCNel0BaHUA SBNSIOTCS
NPaKTUYECKUM UHCTPYMEHTOM NEpPCOHNULINPOBAHHOMO
NoAxoda K MmauueHTy u o6nafatoT OrpOMHbIM NOTEHLIM-

anom. Tak, Ang 60NbLIWHCTBA MOHOMEHHbIX 3a60/eBa-
HWiA, HacnegyeMblX MO ayTOCOMHO-PELEeccUBHOMY Me-
XaHW3My, OonpefeneHbl U 0XapakTepu3oBaHbl OCHOBHbIE
MyTauumn. BbisiBNeHWe AaHHbIX MyTauuil y 6yaywmx po-
AUTenen No3BONSET YCTAHOBWUTb CTATyC HOCWUTENbCTBA
U NPeanoXuTb BapuaHTbl PEnpoayKuuu ans obecneye-
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Ponib reHeTn4ecKux nccnefoBaHnin Npy OTATOLLEHHOM aKyLIEPCKOM aHaMHe3e: KIIMHUYeCKoe HaosLeHne

AxyuiepcTBo, I'mHekoAorusa u Pennpoaykiima [PAryER Ve (X

HUA 340POBOr0 MOTOMCTBA. TakXe MPOLO/KAETCA U3Y-
YeHue nosMMopcu3Ma reHoB, BIIMAKOLWNX HA TevyeHue
1 ncxodpl 6epeMeHHOCTW, B NEPBYK 04Yepenb npeapac-
MOMOXEHHOCTM K Tpom603aM. Hanpumep, HacnencTseH-
Hble TPOMOOUINK ABNAOTCA OLHON M3 YACTbIX NMPUYMH
HEeBbIHALLIMBAHMA OepemMeHHOCTU. Hampumep, MyTauus
reHa npotpomébuHa F2(20210)A Bctpedaetca y 1-6 %
nuy B obwen nonynaumn [1]. Boiseutb TpomM60NINIO
[0 MepBOro TPOMOGOTUYECKOTO 3Mn3ofa KpanHe CIOoX-
HO, TaK Kak eé KIJIMHWYeCKMe MpOSBNEHNs, Kak npasu-
N0, MUHUMAIbHbLI U HecneunguyHbl [2]. KymynatueHas
MOXXN3HEHHAs BEPOSATHOCTb BOSHUKHOBEHMS Tpom603a
(MeHeTpaHTHOCTb) Cpean HocuTesnielr Hanbosnee 4acTo
BCTPEYAIOLLMXCA HACNEACTBEHHbIX Tpom6ounnii co-
crasnset nuwb okono 10 % [3]. BeiasneHne Hocutens-
CTBA HACNeACTBEHHbIX (DAKTOPOB TPOMOOrEHHOr0 puUckKa
6e3 1x peanusauum B Buae TpOMO030B KpaiiHe 3aTpyaHe-
HO. [103TOMY Ha CErofHsALLIHWIA IeHb [10CTATO4HO OCTPO
CTOMT BOMPOC HEOOXOAMMOCTI PacLUNPEHUsS PYTUHHOIO
06CrefoBaHNsA NaLMeHToK 6e3 TPOMO030B, OTATOLLEHHO-
ro akyLlepcKoro aHamHe3a Win C OAHWM HeBblHALLMBA-
HeM 6epeMeHHOCTH. Takune XeHLLWHbI Aaneko He Bcerga
nonagaroT B None 3peHns akyLIepoB-riiHEKONIOroB 1 TeM
6onee reHeTMKoB. bonee BbICOKME LLAHCHI BCTPETUTHCS
C TAKOW MaLMEHTKOW MMEEeT TepanesT Win Bpay 06U
NPaKTUKL, K KOTOPbIM XKEHLLHA MOXET 06paTtuTbCs no
NOBOAY CMEXHOWN HO30/10rMK. AKLEHTMPOBAB BHUMaHME
Ha onpefeNiéHHbIX 0CO6EHHOCTAX aHamHe3a, comatuye-
CKOr0 1 KNHWUKO-N1260paTopHOro craryca, Bpady nepeuy-
HOr0 3BEHA MOXKET PEKOMEHZ0BATL JOMNOSHUTENbHOE 006-
CI1e[I0BaHNE He TOSIbKO XKEHLLWHE, HO 11 €€ NapTHEPY, 4YTO
B UTOre NpMBEAET K NMOCTAHOBKE BEPHOIO AMArHo3a u Ha-
3HAYEHUI0 NPABWILHOIO feveHns. Bo3amoxxHoOCTH coBpe-
MEHHbIX NabopaTopuil, Taknx kak naboparopus «lemo-
TECT», MO3BOMAKT HE TOMbKO YTOYHATb BXHEMLMNe K-
HUKO-N1ab0paTopHbIE MapameTpbl, HO U C BbICOKOW CKO-
POCTbIO 1 TOYHOCTbIO BbISBNATb HANIMYME TEHETNYECKOI
MpeapacnonoXeHHOCTU K TpoM6ounuam, onpeaensrsb
PUCK POXAEHWA [eTel C MOHOTeHHbIMW 3a6051eBaHNsA-
MW W MHOrOe Apyroe. 310 NOATBEPXAAET NPUBELEHHO.
HKEe Ha6JI0eHNe U3 peasibHON KIMHUYECKON NPaKTUKN.

Kmuaugeckuit cry4gari / Clinical case

MaumeHTtka A., 29 net. O6paTunach K TepanesTy nep-
BMYHOr0 3BEHa C Xasiobamu Ha 06LLyt0 cnabocTb, YTOM-
NAEMOCTb, 3MU30AbI FONIOBOKPY)XEHUA MO TUMY HEcuc-
TEMHOro, 61eHOCTb KOXMW. HanpasneHa ruHeKonorom
Ha KOHCYJ/bTaUWo, NiAHUPYET 6epemMeHHOCTb Yepes He-
CKONbKO MecsLeB. BpefHble MpuBbIYKKA, NPUEM Opab-
HbIX KOHTpaUenTuBOB OTpuuaeT. BeretapnaHka. Coma-
TUYECKUA U TMHEKONOrMYECKN A aHaMHE3 He OTATOLLEHbI,
MeHCTpyauum ¢ 12 net, perynspHsle, 4epe3 28 aHei, no
5 AHeil. AKyLLIepCKMIA aHamMHe3 OTAroLLeH — nepeas 6epe-
MEHHOCTb 2 rofja Hasaj 3aBepLunnacb camornpou3sosib-
HbIM NpepbIBaHNEM C rnbesbio nnoda Ha cpoke 8-9 Hep.

CemeliHbI aHaMHe3 OTATOLEH — Y MaTepu B BO3pacTe
45 neT UMen MecTo peuuanBupyOLLUA TPOMO03 rNy60-
KWUX BEH NPaBOI roNeHu.

dusukanbHoe uccnegosadue / Physical examination

Poct nauunentkn A. 169 cm, macca tena 67 kr. 06biy-
HOTO TENOCNOXEeHUs, yMePEeHHOro nutaHus. OBONOCEHME
Mo XXeHcKomy Tuny. Koxa 1 BUG1UMbIe ClIM3NCTbIE YUCTbIE.
B nerkux fbixaHue Be3nKynsapHoe, Xpunos HeT. HacTtoTa
cephedHbIx cokpatenun (HGC) — 75 B MUHYTY, HacToTa
JbIxatenbHbix AexeHuin (H40) — 18 B MuHyTy.

IanHble nabopatopHbIx uccneaosanuil / Laboratory data
06w aHann3 kposu / Complete blood cell count

B 06L1em aHanu3e KpoBW: KONUYECTBO 3PUTPOLUTOB —
4,1x10"%/n, 3HayeHue remornobuHa — 107 r/n, nokasa-
Tenb rematokputa — 38 %, cpefHuiA 06bem apuTpouuTa —
73 ¢hn, cpeaHee copepXxaHue remMornobuHa B 3pUTPO-
uute — 20 nr, ckopocTb oceaaHus aputpouutos (COJ) —
18 MM/4, KONN4eCTBO TPOMGOLMTOB — 350%10%/.

buoxnmmnyecknii aHamms kposu / Biochemical blood test

B 6moxumn4eckom aHann3e KpoBu: YPOBEHb CbIBOPO-
TOYHOrO Xene3a — 11 MKMOoJIb/, 06LLas XKee30CBA3bIBa-
towwas cnocobHocTb (0XKCG) — 74 MMOnb/N, HacbILeHne
TpaHcdeppuHa xenesom — 10 %, cogepxanue deppu-
TMHA — 15 Hr/mn, C-peaktusHoro 6enka (CPB) — 7 mr/n,
D-pumepa — 360 Hr/mn, pactBopumble (PUOPUH-MOHO-
MepHble Komnnekcbl (POMK) nonoxutensHole. B koa-
rynorpaMme: akTUBWPOBAHHOE 4acTU4HOE Tpombomnna-
ctuHosoe Bpemsa (A4TB) — 19 ¢, npotpom6uH no Kenky —
176 %.

Koncynbtauums remartonora / Hematologist's
consultation

3aknyeHne: xene3oaeuUnUTHas aHeMust aMMeH-
TAPHOrO reHe3a, nerkoe TeyeHue. [lepenuBaHune KpoBu
N €6 KOMMOHEHTOB He NnokKasaHo. PeKOMeHO0BaHO: npe-
napar >Kenesa B nepopasnbHOi popme, 330paroracTpo-
ayopeHockonus (ATAC), KonoHockonus nocne noAro-
TOBKMW KULLIBYHMKA.

Koncynbtauus Hesponora / Neurologist's consultation
3aknyeHne: 106POKa4eCTBEHHOE NAPOKCM3MaNbHOe

NO3NLIMOHHOE TONIOBOKPY)XeHME. PeKoMeHJ0BaHO: Be-

CTUOYNAPHAsA TMMHACTUKA, KOPPEKLMS aHEMUL.

JlaHHbIE MHCTPYMEHTANbHbIX UCCNEea0BaHUN /
Instrumental examination data

3ArC, konoHockonms: 663 0COOEHHOCTEA.

Nnarxo3s / Diagnosis

Taknm 06pasom, y naumeHTKn Gbina AUarHOCTMPOBA-
Ha XXenesoneduunTHaa MUKPOLMTAPHAA aHEMUSA JIETKON
CTEMEHW aNMMEHTAPHOrO reHe3a, PeKOMeHLOoBaHbl cha-
NIAHCUPOBAHHAA [MeTa W NPUEM XKEene30Ccofepxalymnx
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npenapaTtos, COMMAcOBAHHLIX C remarosiorom. Takxe
C Y4eTOM CeMeilHoro aHamHe3a TPOM6G030B B OTHOCH-
Te/IbHO MOJIOOM BO3pPacTe M HanM4yma (pakta HeBblHA-
LUIMBAHNA OEPEMEHHOCTM Yy CaMoil MaLWeHTKn Tepa-
MeBTOM PEKOMEH[0BAHO MpOBEAEHNe MOJIEKYNAPHO-Te-
HETMYecKoro 06Cnef0BaHMA HA HACNELCTBEHHbIE TPOM-
6ocunun.

FeHeTuyeckue uccneposanus / Genetic studies
Pe3yrnbTatbl reHeTUYECKOro 06¢/1e40BaHNsA (KOMIeKc) /
Genetic examination results (integrated)

Y nauneHTkn BbisBneHa F2(20210) G/A retepo3uroT-
Haa myTtaunsa [4].

Monumopdu3m Npo4mnx reHoB B COCTaBe MaHenn uc-
cnefosanusa [4] Ha Tpombodounuto (dpaktop JleinaeHa,
npokoHBepTuH, daktop XlI, PUOPUHOreH, UHTErpUHbI,
nHrMouTOp aktueatopa nnasmuHoreHa, MTHFR, MTR,
MTRR) He BbIsIBNEH.

KoHcynbtauyms reHetuka / Genetic consultation

3akntoyeHne: reHotun no reHy F2 G/A, npegpacnona-
ratoLnii K NoBbILIEHNIO CBEPTbIBAHMA KPOBU, B reTepo-
3UroTHOW dhopMme. T0BbILLIEH PUCK PA3BUTUS BEHO3HbIX
TPOM6030B. PEKOMEH[J0BAHO: OLEHUTb COMYTCTBYHOLLNE
(hbakTopbl pucka, reHeTnyeckoe nccnegosanmne F2(20210)
y GnivkanLmnx pOACTBEHHNKOB (1-9 1 2-9 MHWA), NaHenb
CCNEeLOBaHNA HA PeLEeCCUBHbIE MOHOMeHHbIe 3a60neBa-
HUSA Y XKeHLMHbI U napTHépa. LlutoreHeTnyeckoe mccre-
[OBaHWe (KapuoTum), B C/ly4ae NOBTOPEHWUS HEBbIHALLIM-
BaHNS 6GepeMeHHOCTU — XPOMOCOMHbIA MUKPOMATPUY-
HbIA aHann3 abopTUBHOIO MaTepuana.

Pe3ynbtatbl reHeTnyeckoro o6cne[osaHns (kapuorun) /
Genetic examination results (karyotype)

3aKntyeHune: No pesynsratam y napbl Kapuotun —
HOPMAaJIbHbIA MYXXCKON 1 HOPMabHbIA XKEHCKUIA.

Pe3ynbTatbl reHETUYECKOro 06¢/16J0BaHNs
poACTBeHHUKOB 1-11 inHum / Genetically examined
first-degree relatives

Y matepu BoifBneHa F2(G20210) G/A reTeposurotHas
myTauus [5].

[eHETUYECKOE NCCEA0BAHNE HA HOCUTE/ILCTBO MOHOIEH-
Hbix 3ab6oneBauHnii / Genetically examined monogenic
disease carriage

Mpu reHeT4eckom MCCNefoBaHUN HA HOCUTENbCTBO
MOHOTEHHbIX 3a60NeBaHNUA (MaHeNb, CKPUHWUHT HA HO-
CUTENbCTBO 25 MOHOTEHHbIX ayTOCOMHO-PELECCUBHbIX
3a60neBaHNn 6a30BbIiA, 188 MyTaUui, XeHLUHA + nap-
THep) [6] HOCUTENbCTBO MyTaLWUIA HE BbISBIIEHO.

TakTuka BefeHua u gudpchepeHyUanbHbii guario3s /
Management strategy and differential diagnosis

Mo pe3ynbratam peKOMeHA0BaHa NOBTOPHAS KOHCYIb-
TaUus rUHeKonora Ansg onpefeneHus ganbHenLlei Tak-

TUKW NperpasmaapHoii NoarotoBku. B xoae moobeneno-
BaHUS C MOMOLLbK KOMMNEKCHOro aHanusa «HeBblHa-
IMBAHNE OEPEMEHHOCTU>» ObIN WUCKITHOYEHbI ApYyrne
BO3MOXXHbI€ MPUYUHbI HEBbIHALLWBAHUS GEPEMEHHOCTH,
B TOM 4ucne [7]:

* AHTMOCHONUNNAHBIA CUHAPOM (OMpefesieHbl aHTK-
Tena K KapanonunuHy, B,-rmukonpoTenHy, BONYaHOHbI
AHTUKOATYNAHT B KPOBW) — B NPeAenax HopMbl;

e TUNO- U TUNEPTUPED3, ayTOUMMYHHbIA TUPEOUAUT
(TMPEOTPONHbIA FOPMOH, aHTUTENA K TUPEONnepoKcnaase
B KPOBMW); CaxapHblil Anabet (rnoKo3a KpoBM) — B npefe-
nax HOPMbI; KOHCYNbTaUMA 3HOOKPWUHOMOrA: naTosiornm
3HJO0KPWHHOW CUCTEMbI He BbISIBIIEHO;

* MOJINKUCTO3 AWYHWKOB, rMnNepaHaporeHns (o6Lynii
TECTOCTEPOH, FMOBYNNH, CBA3bIBAOLLIMA MONIOBbIE FOPMO-
Hbl, MHLEKC CBOOOAHbIX aHLPOreHoB, 17-ruapokcunpore-
CTEPOH B KPOBW) — B Npejenax HopMbl.

[N yTOYHEHMS ATUONOMNYECKMX MPUYNH HEBbIHALLN-
BaHWA GepeMEHHOCTY NapTHEPY nauneHTKu 6bIN0 Peko-
MEH[I0BaHO uccnefoBaHue crepmorpammbl [8], 3Hayu-
MbIX OTKNOHEHWIA OT HOPMbl HE BbISIBNEHO.

Oo6cyxnenue / Discussion

lMpeactaBneHHoe KNUHWYECKOe HabnofeHne AeMOH-
CTPUPYeT NpUMep MHTErpaTWBHOrO MOAX0Aa K AWArHo-
CTUKE W JIeYEHUK MAUMEHTKU C MPUBNEYEHWEM MYJib-
TUANCUMNIIMHAPHOW KOMaHZbl, OTpaXaloLlero nepego-
BOW TPEHA B COBPEMEHHOW meauunHe. lokasaHo, 41O
KJIMHUKO-1a60paTOPHbIE OTKIOHEHWS, CBOWCTBEHHbIE
TPOMOGOUNUN, MOXKHO BbISABUTL NPU PYTUHHOM 06Cne-
[0BAHMN HA YPOBHE MEPBUYHOrO 3BEHA. JTO, B HACTHO-
CTW, MoBbIlLeHNe cogepxanus D-aumepa, POMK, yko-
poyeHue AHTB, NoBbILLIEHWE YPOBHA NPOTPOMOUHA NpK
HOPMasnbHOM yucne Tpom6ouUnTOB. O4HAKO OHU HOCAT
Hecneummuyeckuin xapakrep, 4518 NpaBuibHOW UHTEp-
npetawuum noKasaHo LOMOSIHUTENbLHOE 06CNeL0BaHue.
[eHETMYECKOe WCCNefoBaHNe MOXET Ha3Ha4uTb Bpad
MepBUYHOr0 3BEHA MpaKTUYecku Nto6oN crneynanbHo-
CTW, OHO He SABMAETCH Harpy304HbIM UNU (PUHAHCOBO
o6pemeHUTeNbHLIM ANs nauueHtoB [4]. Kpome ToOroO,
COrNacHo [JeiCTBYIOLMM KITMHUYECKUM PEKOMeHAa-
LMAM MO BeOEHWI0 MaUMEHTOK C MPUBbIYHBIM HEeBbIHA-
lnBaHMeM 6epeMEHHOCTM, Ha MperpaBuaapHOM aTane
C LENbl0 UCKIOYEHNs cHanaHCMPOBAHHbIX XPOMOCOM-
HbIX MEPECTPOEK PEKOMEHA0BAHO HANPaBNATb NALMEHT-
Ky 1 ee NnapTHepa Ha LUMTOreHeTUYecKoe 1cCefoBaHmne
(kapuoTun) nocre oueHkn paktopos pucka [9]. Cneny-
€T NOA4YepKHYTb, 4T0 06CNej0BaAHNE NOKA3AHO UMEHHO
0601M napTHEpamM.

[eHETNYECKIMEe MPUYUHBI BO MHOTUX CIy4asx MOryT fB-
NATbCA MPUYUHONA HeBbIHAWMBAHUA 6epPeMEHHOCTM (40
6—7 % 6ecnniofHblX Nap C NPUBbIYHBIM BbIKUABILLEM)
[10]. PaclumpeHHbIi npeHaTanbHbIi FEHETUYECKUA CKPU-
HUHT NO3BOJIAET BbIABUTb PUCK POXAEHMSA LeTeil ¢ MO-
HOTeHHbIMU 3a60J1eBaHUAMN, 11 B CIly4ae BbISBIIEHUS HO-
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CWUTENIbCTBA OLMHAKOBbLIX MyTauWii y 060MX NapTHEpOB
PEKOMEHAYETCA KOHCYNbTaums redetnka. 310 [aeT BO3-
MOXHOCTb BbISIBNATb BeAYLLUMA (PAKTOP PpUCKA U TAPreTHO
NPMMEHATb BCMOMOraTenbHble PenpoayKTUBHbIE TEXHO-
noruy, Npegynpexznas poxaeHue pedéHka ¢ TKesbIMu
FEHETNYECKMMU NATONOrNAMN.

Y napTHepoB paccmMaTpuBaeMoro KiaunHU4eckoro Kei-
Ca 3HAYMMbIM OTK/IOHEHWEM OT HOPMbl SABUJIOCb Hanu-
yue reteposurotHon mytaumm F2(G20210)A y eHLwn-
Hbl. HOCMTENIbCTBO MOHOMEHHbIX 3a60J1eBaHUI BbisBIIE-
HO He 6bl1J10. KapnoTun B HOPME Y XEHLLMHbI U NapTHepa.
O6HapyXeHHbIt B 06CY)XAAEMOM KJTMHWYECKOM CIy4ae
narofiornyecknit reHotun F2(G21210)A accounmposaH
C pa3BUTUEM PAHHMX PEMPOLYKTUBHbIX NOTEPb, KOTOPbIE
06YC/OB/EHbI MOBbLILEHNEM KaK YPOBHA, TaK U aKTUB-
HOCTW NpoTpom6KUHa B nyasme kposu [11]. B kavecTBe
MeXaH3ma MOBbILEHNS YPOBHSA NPOTPOMOUHA MpU My-
Tauum npotpoM6uHa npennonaratdT akTMBALMIO TPaHC-
KpUNuum reHa npoTPOMOMHA MpW Hanuyuu annens A,
a TaKXe NoBbILIeHNe CTabunbHOCTU NpoTpoMbmMHa [12].
Bcnencteue yBennyeHUs KOHLEHTpauun npoTpoM6uMHa
ycunmBaeTcs 06pa3oBaHie TPOMOUHA, KOTOPbIiA, B CBOIO
oyepefb, N0 NPUHLUMY NOMOXUTENbHOW 06paTHON CBS-
31 aKTUBMPYET KOArynsuuWoHHbIA Kackag, CTUMYNupys
o6pasoBanme apyrux paktopos ceeptbiBaHus [10]. Tu-
nepKoarynALMOHHbIA CLBUT, 00YCNOBJIEHHbIA U36bITOY-
HOW aKTUBHOCTbIO pakTopa Il y HocuTenem reHeTnye-
CKNX TPOMOBOMUIINIA, MOXET NPEnAaTCTBOBATb UMMIaHTa-
LMW 3MBPMOHA, MPUBOAUTL K MUKPOTPOMO03amM COCYL0B
NaLEeHTApHOro J10XKa M MHULMNPOBATb BbiKMAbILW [13].
MyTaums B reHe F2 HacnemyeTcs no ayTOCOMHO-[0-
MWHAHTHOMY TuMy, NO3TOMY MaTONOrMYecknii adpdexT
peanu3yeTtca Laxe NPy HanM4mu OLHON KOMWUM MOBpe-
XXIEHHOro reHa (reHotun G/A), U BbIAENAOT rOMO3MUroT-
HOE W reTepo3nUroTHOE HOCUTENbCTBO MyTauuyu G20210A
B reHe npotpom6uHa. Cpean retepo3uroTHbIX HocUTe-
neit mytauun G20210A B reHe npoTpombuHa npeobnaaa-
€T MPOMEXYTO4HbIA NPOTpOMO0TMHECKUI heHoTun [14],
HaIM4YnMeM KOTOpOro, Hanbonee BEPOATHO, N XapakTepu-
3yeTcs naymeHTka A.

KenesogepuuntHaa avemus (XKLA), BbIfBIEHHas
y paccmatpuBaemMon NaLUMEHTKW, TakKXe MOXeT cama
no ce6e CTAaHOBWUTLCA MPUYMHOA MPUBbLIYHOrO HEBbIHA-
wuyanma. Mpu XKIOA B nnaueHTe U MaTke 3anyckarTcs
ANCTpodonyeckne npoLeccsl, KOTopble MOryT MPUBECTU
K NNnaueHTapHON HeJOCTaTOYHOCTU, TUMOTOHUN BepeMeH-
HbIX, C11a60CTN POLOBON AeATeNbHOCTH, 3afepXKKe pocTa
nnoja [15]. PaHHee o6cnefjoBaHme W BbISIBNEHWE aHEMUN
Cnoco6CTBYET CBOEBPEMEHHON TEPANN U CHUKEHWIO pU-
CKa paHHMX notepb 6EPEMEHHOCTM W HEraTMBHbIX Mepu-
HaTanbHbIX MCX0HOB [9].

Hanuyme 3TMONATOrEHETNYECKON B3aMMOCBASUN MEX-
[y TpomOOounuel 1 aKywepckuMn OCHNOXHEHUAMU
06yCnoBiMBaeT He06X0AUMOCTb Yriy6neHHOro MeauKo-

reHeTU4eckoro 06Cs1ef0BaHNA NaUWEHTOK NpuW BbisiBlie-
HUM KOCBEHHbIX NPW3HAKOB HANW4uUs HACNeACTBEHHbIX
rUnepKoarynsunoHHbIX CUHAPOMOB. K Takum npu3Hakam
MOXHO OTHECTW B MepBYH O4epefb Hannyue CemeiHo-
ro aHaMHe3a paHHUX TPoM6030B/TPOMB0IMO0NIUIA Y POS-
CTBEHHUKOB 1-M NNHUWN, NINYHBIA aHAMHE3 HeBblHALLIMBA-
HUS GepemMeHHOCTW, COOTBETCTBYIOLME CABMIM NOKa3a-
Teneil CBEPThIBAIOLLLEH CUCTEMbI KPOBU.

HocutenbCTBO TPOMOOrEHHbIX anneneit Bepudnumpy-
eTCS C NOMOLLbIO FEHETNYECKMX UCCNEA0BAHNIA, KOTOPbIE
peKoMeHA0BaHO NMPOBOANTL B pamKax nperpaBuapHoOn
NOAroToBkW o6oum napTtHépam [9]. MMapannensHo oue-
HUBAIOT ApYyrue (PakTopbl pUcka HeBblHALUWBAHWUA Oe-
PEMEHHOCTH, Takue kak XA 1 npoyme comatnyeckue
3a60neBaHns. CBOEBPEMEHHOE BbISIBIIEHNE HANUYMA Te-
HETUYECKON NPeapacrnofioKeHHOCTI K TPOMOOTUYECKUM
OCJTIOXKHEHNAM MO3BOJISAET:

* ONPESENnnUTb PUCKN LN1A MaTepu 1 N0Aa;

* 110,06paTh NOAXOAALLYI0 NATOreHETUHECKYHO TEPANUIO;

* NpefynpeanTb TPOMOOTUHECKINE OCNTOXKHEHNS Y Ma-
Tepu 1 NNoaa;

* IpeAynpeanTb akyLepCKe 0CNOXHEHMS.

VIHTerpaumus  reHeTU4ecKnX,  UMMYHONOrUYECKUX,
OMOXUMUYECKNX UCCIIEA0BAHUA B anroputMbl 06Cneno-
BaHWA Ha 3Tane nepBuUYHOro 3BEHA NO3BOJIAET Peann3o-
BaTb MePCOHMULMPOBAHHBIA NOAX04 B MeauuuHe. B
naéopatopum «[eMOTecT» UMEKTCH BCe HEOOXOANMbIE
KOMMNEKChb! 1CCNe0BaHNA, KOTOPbIE MO3BONAT ObICTPO
(npu 0fHOKpaTHOM nocewleHun nadoparopuu!) ycraHo-
BUTb BO3MOXXHbIE MPUYMHbBI BbIKUAbILA WU CHOPMUPO-
BaTb MOAXOAAWYI0 TaKTUKY Jie4eHUs Ana npepoTspa-
LLIEHNS pUCKa OCNOXHEHWIA [7]. B 4acTHOCTW, KOMMNEKC
«HeBblHaLLUKBaHNE GEPEMEHHOCTM>» NPeLCTaBNAeT CO60
paclmpeHHoe 06Cnef0BaHNe ¢ BKITOYEHNEM OCHOBHbIX
napameTpoB, KOTOPble OTPaXaKT COCTOSHUE >KEHCKO-
ro0 PenpoayKkTUBHOrO 3[0POBbS WUMEHHO MPW AAHHOM
COCTOSIHNA. 3TO TOPMOHasbHbIE MOKa3aTenun, MOJHbIA
OMOXUMUYECKNA aHaNW3 KpOBW, MOKasaTennm CBepTbl-
BAEMOCTU KPOBW, FeHeTU4eckne hakTopbl 6ecnnogms
I HeBblHALUMBAHMA OGEPEMEHHOCTU, aHTMdOChOoNUNu-
Hble aHTWTENa, aHanu3 Ha OonacHble WHMEKLNN, BHY-
TPUYTPOOHbIE UHCEKLMMN, COCTOSAHNE YPOTreHUTalIbHOro
TPaKTa ¥ UMTONOrMYECKOe UCCIIeA0BaHNE LIEKN MaTKK
1 LepBMKanbHOro kavana. buomarepuanom ana ucche-
[OBaHUN Komnekca «HeBblHAWMBAHWE 6EPEMEHHOCTM»
ABJISETCS BEHO3HAs KPOBb, MA30K M3 YPOTreHUTANIbHOIO
TpaKTa 1 COCKOO M3 LIENKN MATKN W LiepBUKASIbHOTO Ka-
Hana [7].

KoMnnekcHblii noaxoa K 06CnefoBaHW0 NaLWMEHTOK
C HEeBbIHALLIMBAHNEM, OTATOLLEHHBIM aKYLUEPCKUM aHaMm-
HE30M MMeEeT MepBOCTENeHHOe 3Ha4eHne, 0CO6EHHO Mpu
HanU4UM KOMOpPOUAHBIX COCTOAHMIA. Beab faxke Ha coBpe-
MEHHOM YPOBHE Pa3BUTUS MEAMLMHCKOA HayKu W npak-
TUKWN HET BO3MOXXHOCTW pafWKanbHO MOBAMATb HA reHe-
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TWYECKYI0 Nporpammy mMatepu U 6yayuiero noToMCTBa.
C 2006 r. B Poccuu npoBoautcs maccoBoe 06cnefioBa-
HIE HOBOPOX/EHHbIX (HEOHATaNIbHbIA CKPUHUHT) Ha 5 Ha-
CNELCTBEHHbIX N BPOXAEHHbIX 3a60s1eBanuii [16], 0gHaKo
3TOr0 ABHO HefoCTaTo4HO. O4eBMAHO, 4TO peakue 3a60-
NeBaHUs He BXOASAT B CYLLECTBYHOLLME NPOrPaMMbl HEOHA-
TanbHOro cKpuHuHra. OTCYTCTBUE «TEHETUHECKON KapThbl»
CEMbM He MO3BOJISIET CBOEBPEMEHHO MPEANOXMUTb aflb-
TEPHATKBHbIE NOAX0bI K 3a4aTuMt0. PelleHnem npobnemsl
NpeacTaBnseTcs TLIATENbHOE TEeHEeTUYeckoe 06cnenoBa-
HUWE napbl eLLE Ha 3Tane NOAr0TOBKMN K 3a4aTio.

3axmouenue / Conclusion

Y4uTbIBas pAaCCMOTPEHHbIN B JAHHOM MaTepuane K-
HUYECKNIA npumep, onpegeneHne TPOMOOMUINYECKO-
r0 reHOTMNA M COOTHECEHME ero ¢ (DEeHOTUMMYECKUMN
NPOSIBNIEHNAMMW B KOMNNEKCE C APYruMuU hakTopamu pu-
CKa MpefCTaBNAeTCcA ONTUManbHON BO3MOXHOCTbIO [
npeaynpexxaeHns NpUBbIYHOrO0 HEBbIHALUMBAHUSA, TPOM-
60TUYECKIMX OCNOXKHEHWIA, MOBbILLIEHUA Ka4eCTBa XNU3HY
nap B KJll04e peann3auun penpoayKTUBHOro noTeHymuana
1 06ecrneyeHns 300p0BbS OYAYLLMX NOKONEHWIA.
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