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Lienb. PaspaboTaTb MeToaMdYeckne pekoMeHZauuy BpavaM akyllep-rmHeKkosoraMm no Harmpasne-
HWO Map, NNaHVPYOLLMX 6epeMeHHOCTb, Ha NMPEKOHLEMNUMOHHOe MeANKO-TeHeTUYeCcKoe KOHCY/b-
TUpOBaHve.
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CONDUCTING PRECONCEPTION SCREENING AMONG
COUPLES PLANNING PREGNANCY

Talantova O.E. &, Postnikova T.B., Basipova A.A.

D.O. Ott Research Institute of Obstetrics, Gynecology, and Reproductology; Russia, St. Petersburg

planning a pregnancy.

Keywords:

Aim. To develop guidelines for obstetrician-gynecologists on referring couples who are planning
a pregnancy to preconception genetic counseling.

Key Points. These guidelines present current understanding of preconception screening, its history,
types, inclusion criteria in screening programs, the benefits of this screening, and the challenges
associated with its implementation. They also provide recommendations for practicing physicians
who may recommend carrier screening to patients.

Conclusion. These guidelines are intended for primary care obstetricians and gynecologists
working in antenatal clinics and medical centers, as well as general practitioners who see patients

HecmoTpsa Ha obLuenpuHATOe MHeHMWe, YTO reHe-
Tuyeckme 3aboneBaHUs BCTPEYAOTCS Pefko, CyMm-
MapHbI reHeTUYeCcKnin rpy3 NonynsumMm NpUBOAUT
K TOMy, YTO C Hac/leACTBEHHOW MaTonormer poxaaer-
€S KaXAbl COTbIV pebéHok. MNosiBneHne B ceMbe 60/1b-
HOro pebeHKka, kak NPaBWO, ABAAETCA HEOXNAAHHO-
CTbIO N HAHOCUT CUJIBHYIO MCUXONOTUYECKY0 TPaBMy
poauTensam 1 6an3KUM poacTeeHHmKam. CHU3UTb 3TOT
rPYy3 MOXHO TONbKO MOCPEACTBOM BHeApeHUs Mnpo-
rpaMM MepBUYHON NPOPUNAKTUKN, CPean KOTOPbIX
Hanbonee 3Ha4YMMON SABASETCA MPEeKOHLUENUMOHHbI
CKPUHWHT VAU CKPUHWHT HOoCcUTeNbCTBa [1; 2].

CkpuHUHZ — MeAMLMHCKOe obcnesoBaHNe beccnm-
NTOMHbIX MtOAeN C Lenblo paHHero BbIBAEHUS WU
NCKIOYEHNS KaKoro-nnbo 3abonesaHums.

lMpekoHyenyuoHHbLIU CKpuHUHZ (CKpUHUH2 HOCUME/Tb-
€mea) — KOMIJIEKC MEPONPUATUN, Hanpas/ieHHbIX Ha
npegocTaeneHne obciegyembiM rpaxgaHam nHOop-
MauUM O HaINUMKN Yy HUX FEHETUYECKNX BapUaHTOB,
OTBETCTBEHHbIX 33 Pa3BUTME HACNeACTBEHHbIX 3a60-
NeBaHWiA, He NPeACTaBAALLNX pUCKa AN 340P0BbA
camux obcnesyemMblx, HO HecyLmx MNoTeHuMasbHble
pucku ana notomcrsa [3].

>KeHckog)noposbe

CKPUHVIHT HOCUTENIbCTBa OTHOCAT K MepaM nepBuy-
HO NpoduNakTnKK. Pe3ynbTaTbl 4AHHOTO CKPUHWHIA
MOTYT 6bITb MCMO/Ib30BaHbI A/19 OCYLLEeCTBIEHUS UHAW-
BUAYaNbHOro MHGOPMUPOBAHHOIO PenpPoAYKTUBHOIO
BblbOpa, HaNpaB/AIeHHOrO Ha CHUXXEeHMe pucka poxae-
HWNSA AeTel C HacneACTBEHHbIMU 3ab01eBaHUAMN.

OcHoBHas TeopeTuyeckast Lielb CKPUHWMHIa HoCu-
TeNbCTBa — POXAeHue 340p0oBOro pebeHka uam 0cos-
HaHHOe POANTENbCTBO C MOHMMaHNEM BCeX FreHeTnYe-
CKuX puckos [1].

OcCHOBHas MpakTu4yeckas uenb CKPUHUHIa HoCu-
TenbCTBa — BbIFBEHVE MNap C BbICOKUM PUCKOM
poxaeHnss 601bHOro0 pebeHka, NHGOPMUPOBaHME NX
O BO3MOXHbIX pUCKaX reHeTnyeckux 3aboneBaHUin
y byayLiero noTtoMcTBa M Hanymn y HUX Penpoayk-
TMBHOTO BbI6Opa AN POXAEHWS 340p0BbIX AeTei [4].

B HacTosllLlee BpemMs BO3MOXHOCTW MOEKyAsp-
HO-FreHeTMYECKMX TEeXHONOrnn MNO3BONSAKT 3Ha-
YNTENIbHO PpacWMPUTL CMeKTp McciesyemMbix MaTto-
reHHbIX BapVaHTOB B pPaMKax MPeKOHLenuuOHHOro
CKpUHUHra. CTanu AOCTYyMHbl pac-LUMpPeHHble NaHenmn
reHeTN4Yeckoro CKpUHWHra. B 3T naHenu Bko4e-
HO 60JibLLOE KOAMYECTBO Pas3N4YHbIX 3abofieBaHUi,
UYTO MO3BOJIIET BbIABAATL WX HOCUTENLCTBO Y BCeX
VL, He3aBUCUMO OT 3THUYECKONM MPUHAAIEXHOCTU.
MeToaurKa Takoro CKpMHMHIa No3BonsieT napTHepam
elle A0 3a4aTus OUEHUTb BEPOATHOCTb POXAEHWS



pebeHka C TSXenbiM HacneACTBEHHbIM 3aboneBaHU-
eM, nmomMorasi MpuUHMMaTb COOTBETCTBYIOLLUME MeEpbI
W NpaBunbHble penpoayKTUBHbIE peLleHus.

MNMoka3aHuns K NpoBeAeHNI0 CKPUHWHTa:

1) NNaHWpOBaHMe [eTOPOXAeHUs — nuuam, nna-
HUPYIOLWNM pOXAeHne pebeHka ecTeCTBeHHbIM
nyTem nay c nomoLlsbto nporpamm BPT (noTew-
LManbHbIM POAUTENSAM: MY>XXHMHAM U XXEHLLMHAaM,
Kak COCTOSILLMM, TaKk U He COCTOSALMM B 6pake,
OAMNHOKWM XEHLMHaM);

2) [OHOPCTBO PernpoaykTMBHOro mMatepuana (cnep-
Mbl, OOLNTOB),

3) OTAroWEHHbIN CEMENVHbLIN aHaMHe3 Mo Hacnea-
CTBEHHbIM 3a60/71eBaHMNsAM — MNOTeHLWabHbIM
poauTenaM, UMeLnM aeTel ¢ HacneACTBeHHbI-
MU 3a60n1eBaHNAMUN VAN OTATOLLEHHbIV TreHeTu-
YeckUn aHaMHes; NOTeHUMaNnb-HbIM POAUTENSAM,
poACTBEHHMKaMW 1-2-I1 cTeneHW poACTBa KOTO-
pbIX ABNAOTCA AMLA C YCTAaHOBNEHHbIM Hacnes-
CTBEHHbIM 3aboneBaHMEM; MNOTEHLMANbHBIM
POANTENAM, CPEAN KOTOPbIX XOTS 6bl OAWH ABNSA-
eTCsl HoCUTeNneM Hac/ie4CTBEHHOroO 3aboieBaHuUA.

4) 6epeMeHHOCTb — MHPOPMaLNA O BO3MOXHOCTY
NpoBeAeHNs TeHeTUYEeCKOro CKPUHNHIA Ha HOCK-
TeNbCTBO 06513aTeNbHO J0/KHA BbITb NpejocTaB-
NleHa KaXAoWn 6epeMeHHON XeHLuHe (3TOT BUA
CKPUHUWHIa HOCUTENbCTBA YXKe He aBnfeTcs npe-
KOHLIEMLUMOHHbIM, @ OTHOCUTCA K MPeHaTaibHOMy
CKpUHWHrY) [18].

CKPWHVHT JO/MKEH BKIOYaTb CiegytoLe stanbl:

* 0TEeCTOBOE KOHCY/NbTUPOBaHME (KenaTenbHo,
yTObbI Takasd KOHCy/nbTauus 6blia mpoBegeHa
BPa4oOM reHeTuKOM, HO B TeKyLleih peanbHOCTU
yalle BCero 3TO AefatoT aKyLUuepbl-TMHEKONOrK,
penpoayKToNorn N ceMeiHble Bpayn);

* nHGopMMpOBaHHOe A06POBONLHOE COrnacne Ha
TecTMpoBaHue;

* HernocpeAcTBEHHO NabopaTOpHOE reHeTMyeckoe
nccneaoBaHue;

* MoC/IeTecToBoe MeAuKO-reHeTnYeckoe KOHCY/b-
TUPOBaHVe (OCyLLEeCTBASETCS BPaYOM reHeTUKOM)
npy BbISBAEHUW Yy MOTEHUMaNbHbIX poauTenei
BbICOKOIO pUCKa poxzeHus pebeHka C Hacniea-
CTBEHHbIMUM 3aboneBaHusamun [3].

HacneactBeHHble 60/1€3HN BO3HMKAOT W pasBu-
BaKOTCA MO MPUYMHE U3MEHEHUI B HAaCNeACTBEHHOM
annapaTte K/JeToK, B reHome yenoseka. B nx ocHose
Niexat natoreHHble BapuaHThbl.

llamoezeHHblE BAPUAHMEI (Mymayuu - ycmapes-
wuli mepMuH) — 3TO V3MEHEHUA B HaC/leACTBEHHOM
annapaTe KNeTKW, BO3HUKLUME MO0J BO3JeilCTBMEM
KaKnX-1M60 BHELUHUX AN BHYTPEHHUX GaKTOpOB.

OHW MOryT 6bITb XPOMOCOMHbBIMW, F€HHBIMU U M-
TOXOHAMaNbHbIMU. COOTBETCTBEHHO 60/1€3HK, BO3-
HUKaloLWMe B pesynbTaTe 3TUX BapuaHTOB MOXHO
pa3feniTb Ha XPOMOCOMHbIEe, MOHOreHHbIE, MUTOXOH-
ApuanbHble, a Takke MynbTUdakTopuanbHble.

Io6oii reH B YenoBeYeCKOM OpraHusMe npejcTas-
NeH B /BYX KOMUAX, HaCNefyroLmxca rno O4HON OT
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MaTepu 1 OT OTLa, COOTBETCTBEHHO. Bcero B Hallem
OpraHm3Me OKOJI0 22 ThiCAY FeHOB, PaCMONIOXEeHHbIX
Ha 46 XpoMOCOMax, 13 KOTOPbIX ABe - MnoJjioBble (XX
Y XeHLWWH, XY Yy MY>XUMH), OCTanbHble 22 napbl XpOMO-
COM Ha3bIBalTCA ayTOCOMaMu 1N MMEeRT NopPAAKOBbI
HOMep (MX MOXHO 0603HaUNTb KakK «4UCI0Bble XPO-
MOCOMBbI»).

MoHozeHHbie  3060s1€8aHUS — 3aboneBaHus,
BbI3BaHHbIE MaTOreHHbIMU BapuaHTamm («MNosIoMKa-
MW») B OAHOM reHe (OT rpeyeckoro «MOHOC»— OAMH).
OHW MOryT NpUBOANTL K U3MEHEHUAM UAK ANCPYHK-
Lu1n B 6€N1KOBOM NPOAYKTE reHa, YTo B CBOKO o4epelb
BbI3bIBAET LUMPOKWI CNEKTP MPU3HaKOB N CUMMTO-
MOB. 3aboneBaHus MOryT HacneoBaTbCs ayTOCOM-
HO-AOMVHAHTHbLIM, ayTOCOMHO-PeLecCnBHbIM, AnN60
X-cuenneHHbIM 06pasom.

AymocomMHO-00OMUHOHMHOE HOCAe008aHUE — TUM
HacneAo0BaHWA, NPy KOTOPOM reHeTU4eckn obycios-
NeHHan 60Me3Hb MPOSBNAETCA B TOM C/lyyae, Korja
y YesioBeka eCTb XOTs 6bl O4MH COOTBETCTBYHOLMI el
«AedeKTHbIN» reH, yHacneAoBaHHbIV OT 060ro 13
poauTener (Hacnedyet OAHY KOMUIO MyTUPOBaBLLEro
reHa). Manbumkm n AeBouky 60/1el0T C OAUHAaKO-
BOV 4actoToi (puc.T). MNpumMepbl ayTOCOMHO-AOMMU-
HAHTHbIX COCTOAHWI: XOpest XaHTUHITOHA, CUHAPOM
MapdaHa, HelipodumnbpomaTos | Tmna.

AymocomHo-peyeccusHoe HacnedoeaHue — TUM
HacneA0BaHWA, NPy KOTOPOM reHeTU4eckn obycnos-
NeHHasn 60M1e3Hb NPOSBNSAETCA TONLKO B TOM C/yyae,
KOrga COOTBETCTBYIOLLNIA el «aedeKTHbI» reH yHac-
nejoBaH OT 0boux poauTeneli (Yenosek Hacnegyet
ABe Konuu MyTMPOBABLUEro reHa, no O4HON OT Kax-
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Aoro pogutens). Kak npaBufio, poauTenn 4enoseka
C ayTOCOMHO-peLlecCnMBHBIM 3aboneBaHVeM ABAAOT-
CA HOCUTENs MW MU3MEHEHHOro reHa, To eCTb Kax-
AbIA U3 HUX MMeeT OfHY KOMUK M3MEHEHHOrO reHa,
HO He MnposiBASeT HWKaKUX CUMMTOMOB 3aboseBa-
HUA. Manbynkn v AeBOYKWN 60T C OAMHAKOBOW
yactoTol (puc.2). NMprmepbl ayTOCOMHO-peL,eCCUBHbIX
COCTOAHMN: MykoBucumao3 (MB), cepnoBugHo-ke-
TOYHas aHeMusi, CNUHaNbHas MbllleyvyHas aTpodus
(CMA) n 6one3Hb Tes-Cakca.

X-cyenseHHoe HaCnedo8aHUe — OfUH U3 BUAOB CLe-
MJEHHOrOo C MOAOM Hac/1e0BaHNS, KOrAa «AedeKTHbI»
reH noKannsyeTcs Ha NosoBON X-XPOMOCOMeE, 1 Mpo-
SIBNSETCA TOJIbKO TOrAa, Korga ApPYyron X-xpoMOCOMbI
C HOpPManbHOW KOMMen Takoro e reHa y yesnoseka
HeT. Yalye 60netT Manb4mKK, MOCKONbKY Y HUX TOJIb-
KO 0ZHa X-xpomocoma. [leBouku MoryT 3aboneTb To/b-
KO B TOM C/yyae, KOrga Takue reHbl yHacnefoBaHbl
noToTua, notmMatepu (puc.3). Mprmepbl X-cuenneHHbIX
COCTOAAHWIA: CUMHAPOM XPYMKOW X-xpoMocomebl (FXS),
remodunnsa A n B, MbieyHasn auctpodus JroweHHa.

Hocumenbcmeo — 3TO Hannuve y YejoBeka peLiec-
CUBHOM KOMWW reHa C NoAUMOPGHBIM BapUaHTOM
(reTepo3nroTHOe HOCUTENbCTBO), OTBEYatoLLIel 3a pas-
BUTME 3abosieBaHMsA, OAHAKO OHO He MpPOosBASeTCH,
MOCKOJIbKY 3TOT FeH MoZaBnseTcs 340POBbIM JOMU-
HaHTHbIM reHoM. Kaxabli YenoBek ABASETCS HoCUTe-
NleM Kak MUHMMYM 2 NaTOreHHbIX BapuaHTOB, MPUBO-
AALLNX K Pa3BUTUIO MOA06HLIX 3a6oneBaHuin [5].

NTak, ayTOCOMHO-peLeccnBHbIE MOHOTEHHble 3a60-
NleBaHWNA pa3BuMBaOTCA M3-3a NAaTOreHHbIX BAPUAHTOB
Ha ypOBHe OZAHOro reHa. PebeHoK A0/KeH yHacneso-

BaTb [iBe M3MEHEHHbIe KOMUW OLHOro 1 TOro Xe reHa
OT KaXAOro 13 pojuTenein, B 3TOM Cayyae OH bygeT
6oneH. Ecnn pebeHok nosyyaeT TONLKO OAHY M3Me-
HEHHYO KOMWIO reHa OT O4HOr0 U3 POAMTENEN, OH CTa-
HOBWUTCA 340POBbLIM HOCUTENIEM W3MEHEHHOro reHa,
N MOXeT nepeaaTb 60/ie3Hb CBOVIM JeTAM TOJIbKO
B C/yyae, ecIn NapTHep TakXe OKaxeTcs 340pOBbIM
HOoCUTeneMm.

B Tex cnayyaax, korga fBa HOCUTENA MaToOreHHbIX
BapVaHTOB B OAHOM M TOM >Xe& peLecCMBHOM reHe
NAaHNpYIT pebeHka, BaxHO, YTOoObl OHW OCO3HaBa-
NV, YTO BEPOSATHOCTb POXAEHUA pebeHKa, KOTOPbI
yHacnegyeT o0ba 3TMX peLecCUMBHBIX reHa U, COoOoT-
BETCTBEHHO, bygeT CTpajaTb ayTOCOMHO-peLeccuB-
HbiM 3aboneBaHuMeM, cocTaBnsgeT 25%. BeposiTHOCTb
poxaeHuns pebeHka ¢ reHaMmu 6e3 NaTtoreHHbIX Bapw-
aHToOB cocTtaBndeT 25%, a BEpPOATHOCTb POXAEHUA
HOCUTeNst OAHOIO PeLLeCCMBHOIO reHa C NaToreHHbIM
BapvaHTom — 50%. Mpy 3TOM C NOMOLLbIO COBPeMeH-
HbIX MEeAMLUMHCKMX TEXHOMOMMIA Jaxe Yy HocuTenen
NaToreHHbIX BapMaHTOB MOXET POAUTLCA 340POBbIN
pebeHoK, B CBA3W C YeM OYeHb BaXXHO 3HaTb O CAMOM
dakTe HoCcMTeNnbCTBa, YTObLl BnageTb nHGopmaumen
O CBOVIX PernpojykKTUBHbIX BO3MOXHOCTAX, yBeNN4u-
BalOLLMX LUAHC POXAeHMS 340p0oBoro pebeHka [6].

Ha paHHbIN MOMEHT 3aperncTtpyupoBaHO 6onee
1900 3abosieBaHMn C ayTOCOMHO-pPeLLeCCUBHbBIM
TUMNOM HacnefoBaHWA. XOTS KaXAoe 13 3Tux 3abosne-
BaHWIN BCTpeYaeTCs JOBOJIbHO PefKOo, B COBOKYMHOCTU
OHMW 3aTparvBalT MWIINOHLI NIOAEN BO BCEM Mupe
1 cocTaBnatoT noutn 20% B CTPYKTYpe AeTCKOn cMepT-
HocTw [7]. Mo cTaTUCTUKe MOHOreHHble 3aboneBaHus
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yrpoxatotr 2% HOBOPOXAEHHbLIX. HecMOoTpa Ha pej-
KOCTb, TakuMe HacnefCTBEHHble MaTonorMM OT/InYa-
FOTCA TAXEbIM TeYeHVeM, paHHelr HBannamnsaLumern
N CMEepPTHOCTbI, AOPOrOBU3HOM WM OTCYTCTBMEM
sbdekTnBHOrO neveHus [8]. VIx Bknaj B AETCKYH
CMepTHOCTbL cocTasnaeT okono 10%, oHw cyxaT npu-
umHom 20% rocnutannlauuin geten [9].

BcemupHas opraHmsaums sgpasooxpaHeHus (BO3)
pekoMeHAyeT MPOBOAUTE CKPUHUHI HOCUTe/NbCTBa
Hanbosiee pacnNPOCTPaHEHHbIX ayTOCOMHO-PeLeccmB-
HbIX 3a601eBaHN.

Ans xutenen Poccuiickonn ®egepaunn (PP) xapak-
TepHa BbICOKas PacnpoCTPaHEeHHOCTb MYKOBUCLMAO-
3a, deHWKeToHypuKW, ranakTo3emMun, CrUHaJbHOWN
MbILLEYHOM aTPOPULM 1 HEIPOCEHCOPHOM TYrOyXOCTW.
HecmoTpss Ha yacToTy BCTpeyaeMoCTw 3Tux 3abone-
BaHWI, TAXenble MocneicTBUA MUX TeYeHUs U Hanu-
yme JOCTYMHOW AMArHOCTMKW, B HACTOsLLee BpeMms
B Poccnm nccnegoBaHme Ha HOCUTENBLCTBO 3TUX NaTo-
NOTNIA ABNSIETCA MPeporaTMBON, B NMEPBYIO OYepesp,
KOMMepUeckKnx opraHmsaumin. Ha rocyfapcTBeHHOM
e YPOBHE Ha CerofHsAWHWMA feHb NporpaMma reHe-
TUYECKOro CKPUHWHIa Ana npodUAakTUKN 4acTbiX
HacneACcTBeHHbIX 3abonesaHnii B PP oTtcyTcTByeT.
Bpaun akyluepbl - rMHeKoNory Moryt nocoBeToBaTb
XeHLLMHe 0bpaTnTbCA BMe-CTe C MapTHepPOM B YacT-
Hyt0O N1abopaTopuio ANs MpPOBeAeHUs CKPUHWHIA Ha
HoCnTenbCcTBO. OAHAKO eANHOM CUCTEMbI B3aUMOAEN-
CTBWSI FEHETUYECKOM 1 aKyLLepCKOM CyX6 Ha JaHHbIN
MOMEHT HeT [8].

Mykosucyudos (kucmo3Helli ¢ubpo3) — 3abonesa-
HVe, 06yC/0BNeHHOe u3MeHeHuAaMn B reHe CFTR,
perynvpytoweMm obmeH X10pugoB W BOAbl B KneT-
Kax. B pesynbTaTte 3TOro nosBAseTca CKAOHHOCTb
K MOBbILLIEHHOW BA3KOCTW CeKpPeTa, BblpabaTbiBaeMoro
Kenesamu, 1 3aKynopku MM pas/indHbIX NPOTOKOB B
opraHv3Me, BC/IeACTBME YEro MopaxarTcsa Nérkue,
neyeHb W MOTOBble Xefe3bl, BO3HMKAeT HejocTa-
TOYHOCTb MOZKENYAOUHOM >Xene3dbl U ANCOYHKLMSA
TOHKOW KNLWKW. B nTore Bo3HMKaeT MynbTUCUCTEMHASA
HeJOCTaTOYHOCTb, KOTOPas BeAeT K CHUKEHMIO Kade-
CTBa W MPOAO/IKUTENbHOCTU XN3HW. oYTn BCE MyX-
YMHbI C MyKOBUCLMA030M 6eCniofHbl 13-3a BPOXAEH-
HOro [JBYCTOPOHHEro OTCYTCTBUA CEMSABbIBOAALLMX
MPOTOKOB.

CpegHaa yactota BcTpeyvaemoctn - 1:2000-1:3000,
cpefHAs yactoTa HocuTenbcTea - 1:25-1:30.

BXxoagnT B CKPUHUHI HOBOPOXAEHHbLIX: aHanus
KPOBW N3 NATKM.

JleyeHune: cumnTomMaTryeckoe, TapretHas (M36upa-
TeNbHO BAVAKOLWAA Ha HenpaBWIbHO CHOPMUPOBAH-
HbIi 6enok) Tepanusa MpWY HEKOTOPbIX MATOreHHbIX
BapuaHTax.

®eHunkemoHypua (®KY, zuneppeHunanaHuHemus)
— 3aboneBaHue, 0b6yc/NIOBAEHHOE W3MEHeHUAMU B
reHe PAH, KOTOpbIA OTBeYaeT 3a npespaLleHne amu-
HOKMCNOTbI deHunanaHnHa B TUPO3MH. B pesynb-
TaTe HapyLleHWs 3KCNpeccuy reHa BO3HWKaeT aHo-
MaJibHOe HakornjeHue deHunanaHunHa, nNpuBojsLlee
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K €ro rosbIWeHHOMY MepeHocy B MO3T, fJ/15 KOTOPOro
M36bITOK 3TON aMUHOKNCNOThI ABASETCH TOKCUUYHbBIM.
Jetn ¢ deHnnKeToOHypuen, Kak Npaswuio, BbIrNSAAT
3/l0pOBbIMU NPU POXAEHUN U HOPMaNibHO pa3BuBa-
FOTCA 4O MOMEHTAa HaKOMJIeHUS KPUTNYECKOTO YPOBHS
deHnnanaHnHa B MO3rosori TkaHu. [pn oTCyTCTBUMU
AVNArHOCTUKM N JIEYEHNS Y HUX MOXET Pa3BUTbCA
nopaxeHwe LLeHTPaibHOM HEPBHOWM CUCTEMbI C OTCTa-
BaHWEM B pPas3BUTUN.

CpeaHsia yactoTa BcTpevaemocty - 1:7000-1:10000,
cpepHsasa yactoTa HocuTensctea - 1:50-1:55.

BXoAUT B CKPUHWHI HOBOPOXAEHHbLIX: aHanus
KPOBW U3 MATKN.

NleveHne: gmeta, natoreHetTnyeckas (HanpasieH-
Has Ha MexaHW3M 3abosieBaHWA) Tepanus NP Heko-
TopbIX dopmax 3aboneBaHus.

HelipoceHcopHas myz0yxocme (CeHCOHes8pa/abHas
2nyxoma) — 3aboneBaHue, obycnoBNeHHOE MaTo-
reHHoIMy BapvaHTaMmy B reHe GJB2, yyacTsyroLiem
B 0o6ecrneyeHnn GYHKLMN U BbIXVUBAHNN KNETOK BHY-
TpeHHero yxa. HelipoceHCcopHas rnyxota BO3HUKaeT
npyv HEBO3MOXHOCTW MNpeobpasoBaHNA 3BYKOBbIX
BO/IH B 3N1eKTPUYECKNEe HepBHble VMMY/bCbl, OHa
He CBfi3aHa C HEBO3MOXHOCTbIO YN0BUTb 3BYKOBYHO
BOMHY. [laToreHHble BapmaHTbl B GJB2 accoummpo-
BaHbl C MOTepel cnyxa eLwé A0 oOpMMPOBaHUSA peyn
y NauMeHTa, YTo COMPSXEHO C 3a/epPXKON pe4eBoro
n obLiero passBUTUA NpU OTCYTCTBUU KOpPPEKL U
coctoAHMA. CTeneHb HapyLlleHWs ciiyxa Bapbupy-
eT OT NIErkon Ao TAXENor 1n MoxXeT noTtpeboBaTb
He TOJIbKO WCMOJIb30BaHUSA HaPYXHOro CAyxoBOro
annapara, HO 1 MOCTaHOBKM UMMJaHTa BO BHYTPEH-
Hee yXxo.

CpeaHsia yactota BcTpevaemoct — 1:500-1:1000,
cpepHsaa yactoTa HocutenbctBa — 1:20-1:80.

BXOAWT B CKPUHWHI HOBOPOXAEHHbIX: ayAnonoru-
Yyeckoe TecTupoBaHue.

IleyeHre: noctaHoBKa CAyxoBOro annaparta wau
KOXJIeapHOro MmrjiaHTa.

BpoxdéHHas 2aunepnaasusi Kopsl HAONOYeYHU-
koe (BIKH, adpeHozeHUmManbHebIl CUHOpOM, deduyum
21-2udpokcunasel) — 3aboneBaHne, 06yCNOBNEHHOE
n3meHeHmamm B reHe CYP21A2, BcneacTBue 4ero
pa3BuBaeTca geduumt depmeHTa 21-rmapokcmnassl
N HapyLleHve BblpaboTKu FOPMOHOB B HajMoYeyHu-
Kax, npexse BCero, KOPTU30/a, a Takxe anbAocTe-
POHa W MOJIOBbIX FOPMOHOB. [Ipy Hek/accnyeckon
dopme 3aboneBaHVA MOCTAHOBKA JAMarHoO3a MOXeT
6bITb OTCPOYEHa 0 MOAPOCTKOBOrO NAW AaXe B3pOoC-
NOro BO3pAacTa, XxapakTepHbl MOryT ObiTb HapyLleHUs
MEHCTPYa/lbHOro LMK/a, OBOJIOCEHME MO MYXCKOMY
TUny, akHe, becrinogue. Mpu Taxénsix popmax BIKH
oTMeuarTca AncbanaHc HaTpMs M kKanusa 1 obesso-
XNBaHWe, NPUBOASALLME K CONbTePStoLEMY KpPU3y -
CMepTe/IbHO OMacHOMY COCTOAIHUIO C PE3KUM CHUXKe-
Huem agasneHus. [pyrve ¢opmbl 3a601eBaHMA Xapak-
TEPU3YOTCA aHOMaINAMWN PasBUTUSA N OMYXONAMMN
MOJIOBbIX OPraHoB, runepTeHsnen.

CpegHAaa 4acTtota BCTpedaemoctn - 1:10000-
1:15000, cpeaHsia YacToTa HocuTenbcTBa - 1:55-1:60.

BXoANT B CKPWHWUHI HOBOPOXAEHHbLIX: aHanus
KPOBU U3 NATKN.

lleyeHne: natoreHeTnyeckas ropMoHanoHas
Tepanus.



CnuHabHAA MbIWEYHAs ampoPua (CNUHANbHAA aMUu-
ompogus, CMA 5q, 6osesHb BepdHuza-TopdmaHa) —
3aboneBaHVe, 00yC/0BAeHHOE MaTOreHHbIMWU Bapu-
aHTaMWn B reHe BbDKMBAaHWSA ABUraTebHbIX HENPOHOB
cnuHHoro mosra SMN1. Knaccnmyecknmm cmmntoMamm
ABNSAIOTCA CHVKEHME TOHyCa 1 pedNeKTOPHON akTunB-
HOCTM MbIWL, UX aTpodua U CMMMeTpUYHaa cia-
60CTb C MpenMyLLeCcTBEHHbIM MOPaXeHNeM HUXXHUX
KOHeYyHoCTe. VIHorga MoryT 6biTb 3aTPOHYThI Helpo-
Hbl, KOHTPOAVPYIOLLME MbILULbl, y4aCTBYHOLLME, B TOM
yucne, B rNoTaHUM U AbixaHun. Camas pacnpocTpa-
HEHHas ¢opma CMA nposABAsSeTCs Ha NepBOM rojy
XWU3HW 1, MPY OTCYTCTBUM CNeuLmndruUeckoro eveHus,
pebEéHOK 06bIYHO He AOXMBAaeT 4O ABYX/1eTHero BO3-
pacta. Ha mporHo3 1 BO3MOXHOCTW fleyeHns 3abose-
BaHWA BAUSIET KOMYECTBO KOMWUI «3anacHOro» reHa
SMN2, koTopbIi NOYTN He GYHKUNOHMPYET, HO MOXET
6bITb aKTVMBNPOBAH HEKOTOPLIMWU BUAAMW reHoTepa-
nun CMA.

CpeaHsia yacTtoTta BcTpeyaemocTy - 1:6500-1:8000,
cpepHsaa yactoTa HoecuTenbctea - 1:40-1:50.

Bxoant B CKPUHWMHI HOBOPOXAEHHbLIX: aHanu3
KPOBW N3 NATKW.

JleyeHue: reHoTepaneBTMYECKOE NIeHeHe.

lFanakmosemus (knaccuyeckas, 1 muna, C8A30HHAA
¢ depuyumom mpaHcpepassl) - 3abonesaHue, o6y-
CNOB/IeHHOE N3MeHeHUsMU B reHe GALT - depmeHTa,
OTBETCTBEHHOrO 3a pacLienjieHne MOJIOYHOro caxa-
pa ranakTosbl. B oTCcyTCTBMM depMeHTa ranakrosa
HaKanaMBaeTCs B Pa3/INYHbIX TKAHSAX 1N OpraHax, oka-
3blBas TOKCMYeckoe feicTBue. [anakrosa CoAepXuT-
C4 B MONOKe (B TOM 4ucie, rpyAHOM) M MONOYHbIX
NpoAyKTax, B YHVBepcasbHbIX AeTCKUX cmecax. MNpu
OTCYTCTBUM nevebHON AmeTbl 3aboneBaHue BegeT
K ONaCHbIM N5 XU3HN OCNOXHEHWAM B MNepuoj HOBO-
POXAEHHOCTY, Pa3BUTUO MEYEHOUHOM N MOYEYHON
HeZoCTaTOYHOCTW, PaHHe KaTapakTbl, YMCTBeH-
HOV OTCTaNoCTW, 3a4€PXKMN POCTa N peyn B LeTCKOM
BO3pacTe. Y JeBouYek TakKXe OTMeyaeTcs 3ajepxka
MOSI0BOr0 CO3PEeBaHNS, HapyLUEeHNEe MEeHCTPYaabHOro
umkna n becnnoaue.

CpegHaa uyactota BcTpedaemoct — 1:30000-
1:50000, cpeaHasa uyactoTa HocutenbctBa — 1:100-
1:125.

BxoauT B CKPUHUHI HOBOPOXAEHHbLIX: aHanu3
KPOBU M3 NATKN.
NeueHwve: greta. [10].

NcTopua CKpUHMHIa HOCUTeNbCTBaA Hac/leACcTBeH-
HbIX ayTOCOMHO-peLecCMBHbBIX 3aboseBaHNM Ha4a-
nacb okono 50 net Hasag. M3HayvanbHO, B 1970-X
rogax MNpoLuIoro Beka OH Obl1 HaueneH Ha rpyn-
Mbl PUCKa, KOTOPble TPAANLIMOHHO OMpeaensann Kak
3THMYeCKMe rpynnbl, reorpaduyeckn Uan KynbTyp-
HO M30JINPOBAaHHbIE, YTO OrPaHNYMBaNO Cay4yariHoe
3aKk/toueHne 6pakoB (eBpeun - alKeHasn, amuLlu,
rytTeputbl) [11]. CKPUHWHI KOCHY/ACA 3aboneBaHui,
Hanbonee pacnpoOCTPaHEHHbIX Cpean 3TUX Mony-
NAUMA - pasnnYHbIX GOPM remMornobuHonaTui.
CKPUHWHI HOCUTEsNIel 3TUX COCTOSHUIA 6bl1 BO3MO-
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KEH, MOCKONbKY Yy HOCUTenen napameTpbl KPOBU
OT/INYAKOTCA OT MoKasaTenelr KPOBM HeHocuTenemn
(T.e. OTKNOHEHMWA Npwn 31ekTpodopese remornobu-
Ha). [epBasa nonynsauMoHHasa NporpaMmMa CKpUHMHra
Ha HOCUTEeNbCTBO beTa-TanacceMun Ha Kunpe 6bina
HadaTta B 1978 r. [12]. MepBbIi ONbIT CKPUHWHIA Ha
HOoCUTeNbCTBO beTa - Tanaccemuu B WTanum Takxke
oTHocuTca K 1970-m roaam, Korga HereHeTuuyeckme
TecTbl HaYanu npegnaratb LWKOJIbHNKAM B CpeaHerl
LKose, a 3aTeM M MOMoAbIM MNapaM. BbisBneHue
nap-HocuTenein npmBeno K pPe3KoMy COKPaLLeHWIo
poXxaeHna 60bHbIX geTen [13].

HecmoTps Ha TO, YTO CKPUHWHT 6bla HanpaB/ieH Ha
HacnesCTBEHHble 3a60neBaHsA, MepBOHAYaNbHO A5
ero npoBefeHnNs MCNob30Bal KOCBEHHble 61OXM-
MUYecKne N MeTabonnyeckne Mapkepel.

B W3pawune cyuwiectsyeTr gBe nporpammbl CKpu-
HWHra HocuTenbCTBa. [lepBas nporpamma «/Jop
WMewapum» (cywiecteyeT ¢ 1983 r.) noapasymesaeT
CKPUHUWHI MOMOABIX MOAeN CcTapllero LWKOJAbHOro
BO3pacTa W3 Y/NbTPaoOPTOAOKCANIbHbLIX eBpencKmnx
06WMH. BTopas nporpamma, «CTaHAapTHas» (4ns
OCTaNbHbIX rpaxgaH), HadaTtas B 1980r, Bkawo4vaer
npeHaTanbHbI CKPUHWUHT U CKPUHUHT HOBOPOX/EH-
HbIX, @ TaKXe reHeTNYeckKUi CKPUHWHI rpynn BblCO-
Koro pucka [14,15].

CaypoBckaa ApaBust OTHOCUTCS K CTpaHaM C OYeHb
BbICOKVIM YPOBHEM 6/1M3KOPOACTBEHHbIX 6PakoB (pos-
CTBO Cpeaun cayAoBCKNX poauTeneri npesbiwaeT 50 %),
TaMm JencTByeT MporpamMma Jo6pavyHOro CKPUMHKWHIA
(c 2004 r.), HO OHa orpaHu4yeHa ceprioBNAHO-KNETOY-
HOW aHeMueln 1 Tanaccemumen [16].

Tonbko ¢ KoHua 90-x roZoB MPOLUIOro Beka, Kak
TO/IbKO MaToOreHHble BapuMaHTbl B reHax 6blin nAeH-
TUPMLMPOBAHbI KaK MPUYMHA FeHeTUYeCKX HapyLLe-
HUWIA, CTann NPUMEHATb MOJIEKYNSPHO-TeHeTnyeckmne
MeToAbl nccnefoBaHma [1].

MNepBbiM 3a601€BaHNEM, AJI9 KOTOPOTrO CTasl AOCTY-
MeH LINPOKOMACLTabHbI CKPUHWHE MOCPeACTBOM
reHeTUYecKoro TeCTUPOBaHUSA, 6bl1 MyKOBUCLNAOS.
M3HayanbHO NPoBOANIICA LieNeBO CKPUHUHT Ha pac-
NpoCTpaHeHHbIe naToreHHble BapuaHTel CFTR. B noc-
nefgHne rofbl CTaJio BO3MOXHbLIM YCTaHaBAMBaTb
nocnegosartefibHocTb [IHK cpasy MHOrmMx reHoB (Mac-
COBO-MapasinesibHoe CeKBeHNPOBaHME UK CEKBEHU-
poBaHWe ClefytoLero nokoieHns) 1, COOTBETCTBEH-
HO, BbISIBNSATb HOCUTE/NeN He TOIbKO PacnpoCTpaHeH-
HbIX, HO N pPeiKnX NaTOreHHbIX BapMaHTOB. VITorom
BHeJpeHNss MaccoBOro napasnesisHoro CekBeHmpo-
BaHWS CTano TO, YTO CKPUHUHI Ha HECKO/IbKO COTEeH
BAapMaHTOB MO CTOMMOCTWN COMOCTaBUM CO CKPUHWUH-
FOM Ha HeCKOoJ/1IbKO NaTonornii. 3ta popma CKPUHUHra
Ha3bIBaeTCHA paclUMPEHHbIM CKPUHWUHIOM HOCUTeNen
N B HacTosillee BpemMs AOCTYyNHa A8 LWWPOKOro
HaceneHus. B HeKOTOpbIX CTpaHax paj KOMMaHWUM
B HacTosillee BpemMsa npeasaraeT paclMpeHHbIN
CKPUHUHT HocuTeneli 6onee 100 reHeTnYeckunx 3abo-
neBaHWin. Hanpumep, nporpamma reHeTn4yeckoro
CKpUHUHra «Munccua MakkeH3n» B ABCTpannm —
04Ha 13 Hanbonee M3BECTHbLIX U AeTasbHO Mpopa-
60TaHHbIX MporpamMm W1 BKKOYaeT unccaegoBaHue
6onee uem 1200 reHoOB, CBsi3aHHbLIX C 6ofee uem
750 cepbe3HbIMU FeHeTUYecknMn 3aboieBaHNAMMY,
AebroTupyoWnMKY B eTckoM Bo3pacTe [17].



B cBA3M C aKTya/lbHOCTBIO CKPUHWHIA BO3HUKIO
MHOrO BOMPOCOB OTHOCUTE/IbHO TOro, KOMY Heob6Xo-
AVMO npegnaraTb CKPUHUHE, Ha KakoM XXW3HEHHOM
3Tane, Kakme VIMeHHO 3a60/1eBaHNS HY>KHO BK/IHOYaTb
B NaHesb 06cnefoBaHNS.

B CLLA n EBpone 6binu BbinyLLeHbl pekoMeHAaLmnm
AMepUKaHCKOro Koaneka MeanunHCKON reHeTUKA 1
reHomMukun (aHea. American College of Medical Genetics
and Genomics, ACMG) n EBponeiickoro obLiectsa
reHeTukn dyenoseka (aHesn. European Society of
Human Genetics, ESHG), B KOTOpbIX OCBeLLeHbl K/to-
YyeBble BOMPOCHI MPOBEAEHUS MPEKOHLENUMOHHOro
ckpvHuHra [4,19]. CornacHo 3TMM pekomeHaaunam
B HacToslllee BpeMs ornpefjeneHbl Kputepun Ans
BKJIlOYeHMs 3aboneBaHUii B NporpaMmy MpekoHLen-
LMOHHOIO CKPUHWHTa:

* yacrota HocuTenbcTBa 1:100 n Bblilwe;

* yeTko ngeHTUdnLMpyembln beHoTUnM;

* TAXKECTb TeYeHUs - 3Ha4UTeNbHOE CHUXeHMe
KayecTBa XW3HW, BbIPaXeHHOe HapyLueHne Kor-
HUTUBHOM AN GU3NYECKNX QYHKLINIA;

* BO3MOXHOCTb NMpeHaTtasibHON AMarHOCTUKY;

* AebtoT B paHHeM Bo3pacTe

Takke ACMG 6blna npegsioxeHa YeTbipexypoBHe-
Bas cucTemMa NMpoBefeHs MPeKoHLenuMoHHOro ckpu-
HUra, onpejensoLllas o6bemM NPOBOANMbIX NUCCNELO-
BaHWI (mab6a. 7).

Ha pgaHHbIN MOMEHT HW B Poccun, HU B Apyrux
CTpaHax HeT YeTKOro MepeyYHs reHoB W MaTOreHHbIX
BapVaHTOB, KOTOPble HEOBXOAMMO BK/IOYaTb B CKPU-
HUVHF, 4TObbl caenaTb ero Hambonee 3GGeKTUBHBIM.
BONBLUIMHCTBO FeHEeTUKOB PEKOMEHAYHT HauyMHaTb
C TeCTMPOBaHMSA Ha fBa CaMbIX PaclpOCTPaHEHHbIX
3aboneBaHVs A4Na eBpOonenckor nonynsuum — Ccnu-
HaNbHYO MbILLEYHYIO aTpoduto 1 MyKoBmcLmngo3 [20].

Ans nrogelnt ¢ HeOTAroWeHHbIM aHaMHE30M Liene-
Co06pa3Ho nccnefoBaHMe YacTblX NAaTOreHHbIX Bapu-
QHTOB B reHax 4eTblpex ayTOCOMHO-peLecCUBHbIX
3aboneBaHui — PeHUNKETOHYpPUK, MYKOBUCLIMAO3],
HelpOCeHCOPHOM TYroyxoCTV N CMUHANIBHOM MbllLey-
Hoi aTpodun [2].

OcHoBaHVeM ANS UCCeAOBaHUA VMEHHO Ha 3Tn
3aboneBaHVa MOCAYXWUIMN BbICOKasi pacnpoCTpaHeH-
HOCTb, @ TakXXe 4acToTa reTepo3nroTHOro HocuTe b-
CTBa 3TWX MaTONOrMA Ha Tepputopun Poccuinckoi
Pegepaumn, noaTBEPXKAEHHAA 60NbLUMM KOJn4e-
CTBOM MOMYASUNOHHBIX UCCNeA0BaHUA N AaHHbIMU

HeoHaTaNnbHOro CKPUHUHra. AHanu3 CamblX 4YacTbIX
NaToreHHbIX BAPUAHTOB B 3TVX FreHax SAB/SETCS OCHO-
BOW MPeKOHLEenLUMOHHOro CKpUHUHra [21].

Ha cerogHs cyliecTBylOT ABe OCHOBHble MOZenu
NPeKOHLENUMOHHOro CKPUHUHIA: NOMNyNSLUMOHHbIN
1 TapreTHBbIN.

lMonyasayuoHHeIl cKpUHUH2 — HaLeneH Ha onpeje-
NeHve NaToreHHbIX BapMaHTOB 1 MOXeT npejsaraTb-
€A BCeM OTAeNIbHbIM ULAM UKW Napam B MONynsaumu,
He3aBUCUMO OT WX JIMYHON UAN CeMEeHO UCTOPUN.
3TOT NOAXOZ Hamnpas/ieH Ha MoBbileHne 3pdekTnB-
HOCTU BbISIBNEHUA HOCUTENel LMPOKOro CnekTpa
reHeTnyeckmx 3aboneBaHui.

TapzemHbIl CKPUHUH2 - HaLeneH Ha onpejeneHue
TOJIbKO KOHKPETHbIX M3BECTHbIX MaTOreHHbIX Bapu-
aHTOB Y OTAENbHbIX NUL, AW Nap, KOTopble MMEKT
MOBbLILWEHHbI PUCK HOCUTENbCTBA FeHeTUYecKoro
3a60neBaHMs, OCHOBAHHbIM Ha Takux ¢dakTopax, Kak
OTArOLEHHbIA HacneACTBEHHbI aHamMHes, 3THuYe-
CKas MPUHAANeXHOCTb UM reorpaduyeckoe npouc-
XOXAeHMe. 3TOT NOoAXOJ MPV3BaH MOBLICUTL BblsB-
NAeMOCTb HocuTenen cnepundruyeckmnx reHeTUYeckKmnx
HapyLLeHWIA, KOTopble Yallle BCTpevaroTca B onpeje-
NEeHHbIX MOoNynsAuMsAX. OTOT MeToj He AAeT BO3MOX-
HOCTU MAEHTUMLMPOBATL BCe MaToreHHble pejkue
BapVaHTbI reHoB.

Mpn nposefeHUN MNOMNYAALNOHHOIO CKPUHUH-
ra MOXHO WCMOMb30BaTb YHUBEPCasbHbIA MOAXOZ
(obime naHenn Ha obLiMe reHbl) U TecTUpoBaTb
LUVPOKME MaccChl HaceneHus, Ha4dnHas Co LUKONbHU-
KOB 1 3aKaH4MBasa 6epeMeHHbIMU Ha PaHHNX CPOKaX,
a MOXHO PacLUMpPUTb 3TOT MOAXOJ 33 CHYeT JOMO/HMU-
Te/bHbIX 3THOCMeLNPUYECKMX MapKepoB.

Bonpoc 0 TOoM, Kakas Mofenb CKPUHWHra nydiue,
ABnAeTCcs 06CyXAaeMbIM U 3aBUCUT OT PasANYHbIX
$aKTOpOB, BK/IKOYASA IMYHbIE NPeANOYTEHNS NaLeH-
TOB, HaAN4yMe OTArOLEHHOro CeMeHOro aHaMHesa,
N HEMOCPeACTBEHHO CaMOro MepeyHsi reHeTUYecknx
HapyLUeHWIA, Ha KOTOPble eCTb BO3MOXHOCTbL NpoBe-
CTU CKPUHVIHT.

O6e MoAenn CKPWHWHra HocuTesnen MMeT CBOU
npenmyLLecTBa 1 orpaHuyeHus (tabavua 2), n Hanbo-
nee NoAxoAdALLasa Mojens byAeT 3aBMCeTb OT KOHKPeT-
HbIX 0b6CcTOATEeNbCTB. Hanpumep, MOMNynsALNOHHbLIN
CKPUHWHI HOCUTeNeli MoXeT bbiTb bonee 3dpdekTns-
HbIM ANS BbISIBNEHUS HOCUTENEel pefkux reHetude-
CKMX 3aboneBaHWil, B TO BpeMs Kak LieneBoli CKpu-

YpoBeHb1
(MUHMMaNbHbIN)

YpoBeHb 2

YpoBeHb 3

YposeHb 4

CKPWHMHI Ha MyKOBUCLMAO3, CNMHANBbHYHO MblLLEYHYI aTpoduio, a Takxke
HacneACTBeHHbIe 3a60/1eBaHNS C yUETOM MHANBKAYANbHOM cTpaTUdUKaLUnN prucka.

CKPVHWHT Ha ayTOCOMHO-peLecCcBHbIe 3a601eBaHsA C YacToToM HocuTenbcTBa =1/100.

CKPUHWHT Ha ayTOCOMHO-peLeccBHbIe 3a601eBaHusA C YacTOTOM HoCuTenbCTBa = 1/200
1 X-cuenneHHble 3aboneBaHus

CKPUHWHT Ha Hac/leACTBEHHbIe 3a60/1eBaHMA € YacToTol <1/200 - AONONHUTENbHbIA
BbI6Op reHoB/3a60neBaHNM Ha YCMOTpPeHMe abopaTopun.
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Tun cKpUHWHra

TapreTHbIiA

MpenmyLiecTBa

* JKOHOMUYECKN 6onee BbIrogeH
(CKPMHUWHTY NoABepraeTcs MeHbLUee
KONNYeCTBO NroAein).

* BbICOKWNIT ypOBEHb BbISIBASEMOCTH
naToreHHbIX BApMaHTOB B rpynnax

HepocTtaTkun

* He paet gocrato4Hom nHPopmaLmm o pucke
poXAeHMs 60N1bHOro pebeHka

npu OTCYTCTBUMN YaCTbIX MAaTOreHHbIX BapMaHTOB.
* He gaet goctaTouHom nHdopmauymnm o
HOCUTeNbCTBE

MOBbILLUEHHOIO prcKa

MonynAuMOHHbIA
HOCUTENbCTBA HaC/eACTBEHHbIX
3aboneBaHWin B MOMyASLMN.

* V136eraeT 3THMYECKOM
cTUrmMaTm3anmm

* Bbicokunii YPOBEHb BbIABIAEMOCTA

HacneACTBEHHbIX 3a60neBaHMin B MONyAsLmn.
* CNoCobCTBYyeT STHUYECKOM CTUrMaTm3aumm

+ TpebyeT 60AbLLUVX S3KOHOMMYECKMX 3aTpaT.

* TpebyeT kBanndrKaLmm MeanLIMHCKNX
pPaboOTHNKOB.

* TpebyeT 60/1bLUNX OPraHN3aLMOHHbIX 3aTpaT

HUHI HOCUTeNen MoXeT bbiTb 6onee 3PpPeKTUBHLIM
NS BbISIBIEHNSA HOCUTENIel pacnpoOCTPaHEHHBIX reHe-
TUYecknx 3abosieBaHUIN B rpynmnax BbICOKOrO pUcKa
(maéa. 2) [22].

CyLuecTByHOT ABa OCHOBHbIX cnocoba npoBeseHUs
CKPVHWHra: nocnefoBaTeNibHbIA 1 NapHbld (Maba. 3)
[22].

MosiBuBWMecs B 2008 r. metoamkm NGS (Next-
generation sequencing), NO3BOAMAM ObLICTPO CeKBe-
HUPOBAaTb HYKIEOTUAHYIO nociefoBatenbHOCTb JAHK,
PHK » gpyrne 6rononnmepHseie monekynbl. MeToabl
NGS oTanyatoTcs HeboNbLLOW CTOMMOCTbIO (3a 15 neT
CTOMMOCTb cekBeHupoBaHusa [AHK cHu3mnacs B 100
TbICAY pa3) M BbICOKOW TOYHOCTBIO MO CPaBHEHWUIO

CHauana
TecTupyroT
OZAHOro NapTHepa,
a BTOporo —
TONILKO B TOM
cnyyae, ecau
nepBbI ABNAETCA
HocuTenem
ayTOCOMHO-
peLieccMBHOro
3aboneBaHus

MocnepoBaTenbHbIiA

O6a napTHepa
NpoxoasT
TECTMPOBaHNe
O/ HOBPEMEHHO.

MapHbIiA

O6bluHO, B MepByto o4epesb
TECTUPYHOT XEHLLMHY,
MOCKO/IbKY UMEHHO ee
pe3ynbTaT BaXeH AN
X-cenneHHbIX COCTOAHUIA,
TaKNX Kak CUHAPOM JIOMKOMA
X-XpOMOCOMBbI.

[lBa BO3MOXHBbIX pe3ynbTrara:
* MOBbILLEHHbIN PUCK POXAEHUS
pebeHka € reHeTnYecKM
3aboneBaHuem, ecin oba
ABNSATCA HOCUTENAMMN
OZAHOIO Y TOrO e ayTOCOMHO-
peLieccMBHOro 3abosieBaHus
VNN XEeHLLINHA ABISeTcs
HocuTenem X-cuenieHHoro
3aboneBaHus

* HU3KUIA PUCK, €CI1 Napa He
ABNSETCA HOCUTENSMU TOrO
e ayTOCOMHO-peL,eccCMBHOro
3a60/1eBaHNS, N XEHLLUWHA

He ABNAeTCcs HocuTenem
X-cLenneHHoro 3aboneBaHus.

fABnseTcs 6onee 3KOHOMUYHbIM
BapmMaHTOM obcnesoBaHus,
MOCKONbKY 60bLINHCTBY Nap
noTpebyeTca TeCcTMpoBaHme
TONBKO OZHOr0 NapTHepa,
eCcnun y TecTMpyemoro He byget
YCTaHOB/IEHO HOCUTE/ILCTBO
TOro WM NHOro 3aboneBaHus.
Mo3sonseT NpoBOAUTL
CKPUHVIHI HOCUTENbCTBA Y
6/IM3KNX POACTBEHHNKOB
(kackagHoe TecTnpoBaHme)

C MOBbILLIEHHbLIM PUCKOM
HOCUTENbCTBA FEHETUNYECKOro
3a60/1eBaHMs B CEMbE.

lo3BonaeT cokpaTuTb

BpeMs 06C1eA0BaHNS, YTO
HeobXxoAMMO, HanpuMep, ecnu
CKPUHWHF NPOBOANTCS Y>Ke npwu
6epemMeHHOCTN.
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C NpexHUMK TexHonormsmum — 6narogaps 3ToMy
reHeTMYeckne WCCnefoBaHUS CTaaun AOCTYMHbl ANS
Bpayen-KANHNLINCTOB PasHbIX cneunansHOCTen N Ang
LLIMPOKOTro Kpyra naumeHTos [23].

B HacTosLee BpemMsa AOCTYMHbI K MCNO/b30BaHNIO
cnegylowme naHennm MOAeKyNspHO-reHeTnYeckoro
TectMpoBaHus (mabsa. 4).

MpeviMyLlecTBa CKPUHNHIA HOCUTENLCTBA:

MonoxutenbHble pesynbTaTbl (C BblIABAEHWEM
pucka naTonorum) MpPekoHUEenUMOHHOro CKpu-
HUWHra AaroT BO3MOXHOCTb OCYLLeCTBUTb npa-
BWIbHbII penpoAyKTUBHbI BbIOOP;

MPUHATL PUCK BO3MOXHOIO POXAeHWsA pebeHka
C HacNeACTBEHHbIM 3ab0/1eBaHVEM;

BCTYNUTb B eCTeCTBEHHYH HepeMeHHOCTb € Npo-
BeJeHMEeM WHBA3MBHOW MpeHaTanbHOW AMarHo-
CTUKU B 1 TpUMecTpe;

BOCMNO/Ib30BaTbCA MeToAamMu BPT (B ToOM 4uncne,
C npumeHeHvem TMI'T nan mMcnonb3oBaHWEM
JOHOpPCKOro buomarepuana);

= MOJIHOCTbK OTKa3aTbCA OT 6epeMEHHOCTVI B NoNb-

3y YCbIHOBEeHUSA/yao4epeHns pebeHKa;
MpaBUAbHbLIN PenpoAyKTUBHBIA BblGOp BegeT
K CHVXEHUIO KOAn4yecTBa MepuHaTanbHbIX
notepb. OTpuLaTeNbHble pe3ynbTaThl (6e3 pucka
NaToN0rn) CKPUHMHIA MO3BONSHOT CHU3UTbL YPO-
BeHb TPEBOXHOCTW MO MOBOAY POXAeHUs pebeH-
Ka C HaCNeACTBEHHO NaToN0rnen.

* B pamkax nporpamm BPT gaeTt BO3MOXHOCTb CBO-

eBpeMeHHO 3an1aHnpoBaTh:

- AOHOPCTBO raMeT,

nposegeHwe MIT.

MonoxuntenbHble pe3ynbTaTbl CKPUHWHIA YyXe
npw HacTynuBLLen bepeMeHHOCTU AatT BO3MOX-
HOCTb OMTUMM3MPOBATL aJITOPUTM ee BefeHMs:
OCYLLIeCTBUTb FPaMOTHOE MeAMKOo-reHeTnyeckoe
KOHCYNbTVPOBaHMe napbl C Bbl60pom;
OMTUMAabHbIX AMAarHoCTUYecknx npoueayp Aas
MOIEKYNSAPHO-TeHEeTUYECKOro;

obcnefoBaHUA N0Aa;

faTb BO3MOXHOCTb CBOEBPEMEHHOrO MpepbiBa-
HNA 6epeMeHHOCT MO MeANLMHCKAM;
MoKasaHVaM B C/lyYae BbIBAEHWUS Yy M104a ayTo-
COMHO-PeLLeCcCUBHbIX WU X-CLEeneHHbIX;
HacneACTBEHHbIX 3a601eBaHN.
MonoxnTenbHble pesynbTaThl (C BbiSBAEHVEM
pucka maTosiormm) NpekoHUenuMOHHOro CKpu-
HVWHra Mo3BONAT MOHATb MPUYUHBI MOTepb
6epeMeHHOCTEeN N TeM CaMblM YMEHbLUNTb MCU-
XOJIOTNYECKUIA Tpy3 CpeAn TeX, KTO CTOJIKHY/CS
€ CaMOMpou3BOJIbHbIM MpepbIBaHEM bepeMeH-
HOCTW.

BbinonHeHne ckpuHWHra sBnsieTca 6e3onacHom
1 NPOCTONM NpoLeaypoit Ana nauneHTos [4].

Ha nyTu ycnewHoli peanusauuv paclUMpeHHbIX
NporpaMM MpPeKoHLENUMOHHOIro CKPUHUHIA Cyle-
CTBYeT psij Npobaem.

TexHonorusa

TapreTtHoe NGS

Ocob6eHHOCTU

BkitouaeT TONbKO
BblbpaHHbIe BapnaHThbI
reHoB, BbisiBNAeMble
AaHHbIM MeTog0M (SNP)

Mnocobl

* bbICTpbIN 1 gelueBbli
MeTog,
* 100% 3¢ dekTnBHOCTL

MwuHycbl

* OTCYTCTBYHOT PacrnpoCTpaHéHHble
BapVaHTbl reHOB, XapakTepHble
ANS TOV UV MHOW nonyAsaummn

* He no3BonseT BbiaBAATb CNV,
MVHW 1 MUKPOCATENNNTHbIE
nociefoBaTeIbHOCTU

CekBeHUpoBaHue
3K30Ma

«MOJIHbI 3K30M»
<KJINHUNYECKNIA
3K30M»

CEKBeHleOBaHVle
reHomMma
(«reHoM»)

KomnneKkcHbIiA
noaxop,
(cexkBeHMpOBaHVe o
CsHrepy, MLPA, TLIP)

Bkntouaet 6onee 20 ThIC.

reHoB (MpakTu4eckn
BCE€ MOHOreHHbIe
3aboneBaHus)

Bkntovaert BeCb reHoMm
yenoBeka

Bk/itouaeT BbIbpaHHbIe
BapuaHTbl FeHOB

* NpeansHO
NOAXOANT AN
6/11M3KOPOACTBEHHbIX
nap

* He uyBcTBUTENEH

K MOMNyNALUNOHHBLIM
0COBEHHOCTAM

* [lo3BonsieT
yCTaHaBAnBaTb
MOJIeKYyNSAPHYHO
npupoAy NpakTnYeckn
BCex 3a60/1eBaHUN

* He wyBcTBUTENEH

K MOnNyNSLNOHHBIM
0COBEHHOCTAM

* Hyu3kas cToMMoCTb
* 100% 30 PeKTUBHOCTb

* Bbicokas cTonmocTb

* 50% 3¢ PeKTUBHOCTL

* He no3BonseT BbiaBAATL CNV,
MUHW 1N MUKPOCATENINTHBIE
nocneAoBaTeIbHOCTY

* TpebyeT Hann4us
6ronHdopmMaTNUecKon o6paboTkim
JAHHBIX

* Bbicokas cToMMocTb

* HensBecTHas adpdekTnBHOCTD

* TpebyeT Hannuus
6ronHdpopmMaTNUeckor 06paboTkn
JAaHHBIX

* YyBCTBUTENIEH K MOMNYNALMOHHBLIM
0COHBEHHOCTAM
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« OcHoBHaa npo6rema - OTCYTCTBUE rocyaap-
CTBEHHOI MOAAEPXKU MPOrpaMM paclunpeH-
HOMO CKPUHWHIA HOCKUTENEN, N COOTBETCTBEHHO
OTCYTCTBME YEeTKMX aNropuTMOB ero nposeje-
HUS.

FeHeTW4Yeckoe TeCcTUPOBAHWE  HOCUTENb-
CTBa W MoC/efytoliee KOHCYNbTUPOBaHWE Mo
pe3ynbTaTaM MPOBOAUTCS NNLb B HECKONbKMX
cneumanm3npoBaHHbIX LeHTpax Poccuiickol

degepaynn.
* HepgoctatouHas o0CBeAOMJEHHOCTb Meau-
LMHCKOrO COoObLLeCcTBa O «reHeTUYeckux»,

B TOM 4ucie ayTOCOMHO-peLecCUBHbIX
N X-cuenseHHbIX 6onesHAx. Bo MmHorux cTpa-
Hax, B TOM uuncae un B Poccumn, npegnoyreHumne
Mepam npodunakTUKM nepes Mepamum nede-
HWSA 3aKpenneHo 3akoHogaTenbHo. OgHako,
y Bpayeil MepBMYHOro 3BEHa HeAOCTaTOYHO
nHdopmMaLmMm No MapLUpyTM3aLNM NaLUNEHTOB,
XenaroLwmx NnponTn obcnegoBaHve Ha 3Ty NaTo-
NOTUIO U C BbISBAEHHbBIMW PUCKaMK NaTonormu.
B nx KOMMeTeHUM 0 He BXOAUT KOHCY/IbTUPOBa-
HVe Mo AaHHOMY BOMpPOCY.

HepoctatouHas WHPOPMMPOBAHHOCTL Hace-
NeHnst 0 MPUYMHAX U MNOCNEeACTBUSAX MHOTMMX
reHeTUYeCcKNX COCTOAHWIA, B TOM YMCie ayToco-
MHO-peLeccnBHbIX 1 X-cLuenneHHbIx 3aboneBa-
HWA, N COOTBETCTBEHHO OTCYTCTBME FTOTOBHOCTU
BOCMPUHMMAaTb Cebs Kak BO3SMOXHOI0 HocuTe-
N 3TUX MNAaTONIOrnM, YTO BeAeT K HernoHuma-
HMI0 HEOBXOANMOCTU 1 NMO/b3bl OT MPOBeAEH A
CKPUHWHIA HOCUTEeNbCTBA. PacnpocTpaHeHHbIM
3abnyxgeHneM SBAAETCS TO, UTO CKPUHUHT
He TpebyeTcs, eciinm y MNapbl HeT WN3BECTHOM
cemMelriHO WNCTOpWUK reHeTu4veckoro 3abone-
BaHusA. OgHako, noutn 90% HocuTeneir pac-
NMPOCTPaHEeHHbIX ayTOCOMHO-peLeCcCUBHbIX
N X-cuensieHHbIX 3ab60NeBaHWI He WMerT
N3BECTHOW CeMeHOW UCTopun 3Toro 3abone-
BaHus. [pn MeHee pacnpocTpaHeHHbIX 3abo-
NleBaHNSAX BEpPOATHOCTb TOrO, YTO CeMeliHbIN
aHaMHe3 MO3BOJINT BbIABUTb Mapbl 13 rpynmnebl
pucka, elle MeHblLue.

CywiecTByeT npobiemMa cTUrMmaTmsaLnm B obLe-
cTBe. 3a4acTyto N0AN He rOTOBbI K pe3ynbTaTtam
CKPUHWHra HocuTenbcTBa. WaeHTundunkayms
yenoBeka Kak HOCUTEeNs Bbi3biBaeT TPeBOry,
XOTS OHa 4acTo paccemaeTcs, ecan y nap-
THepa - oTpuuaTesNibHbI/i TeCT, HO HEKOTOPbIM
HeobxoaMmMa ncuxosiornyeckas nojfepxka
AN NPaBUAbLHONO MOHVMAaHWA CBOEro cTaTtyca
HocuTens.

Mpobnema oco3HaHHOro Bbibopa. KpaiHe
BaXHO, 4TOObI CKPUHUWHI npeanaranca Kak
BapuaHT, a He KakK «PYTUHHbIA TecT», MpoBO-
ANMBIA A0 6epeMeHHOCTU WUAM Ha ee pPaHHUX
CTaAusX, N YTOBbI NOAN OCO3HAHHO BbibMpanu
MPOXOAUTb CKPUHUHI UAW HeT. Jlnua v napbl,
nnaHupyowme MNPONRTU CKPUHWUHE, AOMXKHbI
MOHVMAaTb, YTO ero pesyabTaTbl MOFYT NpuBe-
CTW K HenpocTbiM peLleHNAM OTHOCUTEIbHO
HacToAWMX N ByayLinX PenpoayKTUBHbIX BO3-
MO>XHOCTEM.
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HekoTopkle nroAM onacaroTcsd, 4TO MNpu BbisBIe-
HWM BbICOKOrO puUCKa pasBUTUS 3aboneBaHUs ANS
MOTOMCTBa M MpPU MOATBEPXAEHVW B AajbHelLleM
Ha/IMYnNs reHeTNYeCcKo NaTonorum y nnoaa nx byayt
NPUHYXAaTb K MpepbiBaHM0 6epeMeHHOCTU. [oaTomMy
HEeObX0AMMO Pa3bACHATb NMauyeHTaM, YTo, HECMOTPS
Ha HalnuymMe HeCcKOJIbKMX BapuaHTOB PenpoayKTUB-
HbIX peLleHW, pesynbTaTbl, MOAyYeHHble MO UTOrY
TeCTUPOBAHWA, OHU MOTYT MCNONb30BaTh JINLbL Kak
AONOMHUTENbHYIO MHPOPMALIMIO O 340pOBbe byayliie-
ro pebeHka, 1 He 06513aHbl NpeANpUHNMATL B CBA3W
C 3TUM Kakme-nnbo mepbl [24].

1) MNpuHATME MHbOPMaLMM O puUCKe BO3MOXHOIO
poxaeHnss pebeHka C HacneACTBEHHbIM 3abone-
BaHMEM C OTKa30M OT KaKMX-TM60o JOMONHUTENb-
HbIX AMArHOCTUYECKNX MEPOMPUATUIA.
EctectBeHHass 6epeMeHHOCTb C MpoOBeAeHU-
eM WHBAa3WBHOM MpeHaTaNbHOW ANarHOCTUKMN
B MePBOM W BTOPOM TPMMeCTpe 6epeMeHHOCTH
(broncusa BOPCUH XOPUOHA/MAaLEeHTbl NN aMHU-
oueHTe3s).
NMpnmeHeHne metoank BPT ¢ mcnonb3oBaHveM
JOHOPCKOW ANLeKNeTKn, cnepMbl UanM 3mbépumo-
Ha WA C NpoBeAeHVEM MpeVMMNIaHTaLNOHHOM
reHeTuyeckowm amnarHoctuku (MrA7).

4) TNoNHbI 0TKa3 OT AETOPOXAEHUSA B MOMb3Y YCbl-

HOBJleHMsA/yfouepeHns pebeHka.

Bce 3T BapraHTbI 4OCTYMHbI Mapam, KOTopble y3Ha-
1N 0 CBOeM CTaTyce HOCUTENbCTBA A0 HaCTyMneHus
6epeMeHHOCTU.

B cnyuyae nonyyeHmnss NONOXNTENbHBLIX Pe3ybTaToB
CKPUHWHTa yXxe npu 6epeMeHHOCTH, efMHCTBEHHbBIM
JOCTYMHbIM BapyaHTOM SABNAETCH MHBAa3MBHOE TeCTu-
poBaHVe, YTo yBenu4dmBaeT npenMyLlecTsa UMeHHO
NPeKoOHLEeNUMOHHOI0 CKPUHMHIa Ha HOCUTEIbCTBO.

MpUHATUE pelleHna nocne MoJiyYeHns MoaoXm-
TeNlbHbIX pe3y/bTaTOB CKPUMHWHIA HOCUTEeNlel MoXeT
6bITb OYeHb HEMpPOCTbIM.

2)

3)

KoHeuHO, obcyxaeHve npoBefeHUS CKPUHUH-
ra HOCUTENbCTBA C BO3MOXHbIMU MpenMyLLecTBamMm
W HegocCTaTKaMu MeToa ONTUManbHO C BPayoOM reHe-
TUKOM. VI 3TO MOXeT MpouCXoAnTb BO BpeMsi MeAu-
KO-reHeTNYeCcKoro KOHCY/NbTUPOBaHWUSA, MPOBOANMO-
ro no Apyrnum rnokasaHuam. [losTomy Heob6xoanmo
HanNpaBAATb NALMEHTOB Ha KOHCYNbTaLMIO K FeHeTnKY
npuv HaAM4YMK NokasaHuin (npusoxceHue T).

OaHako, B HacTosILLee Bpems Napbl, NaaHUpytoLme
6epeMeHHOCTb, pejko obpallaloTcs K BpadaM reHe-
TVKaM, MO3TOMY CKPUHUHI HOCUTEIbCTBA MOXET ObIThb
pekoMeHJO0BaH BpayaMu akyllepamu-rimHeKosoramm
NepBUYHOro 3BeHa (B XEHCKUX KOHCYNbTaumax Wam
MeANLMNHCKMX LLeHTPax) Wan BpadaMm penpoaykToso-
ramu B LIeHTpax penpoaykummn.



Komy

Kakyto naHenb
CKPUHMHra
pekomeHpoBaTbL?

naTofiornyeckme BapmaHThl:
* MykoBucLA03
* eHUNKEeTOHYPUS

Kyaa HanpaBnsTb
ANs npoBeAeHUs
CKPUHUHra?

* B KOMMep4YeCKnX LeHTpax

Bcem nimuam, NnaHMpyoLWmM B 6AMXKaiLeM UAn oTaaneHHoOM GyayLemM 6epeMeHHOCTb,
He3aBUCUMO OT HaIMUKS UN OTCYTCTBUS CEMENHOMO reHeTMYeckoro aHaMHesa.

* VlgeanbHoe BpeMA npoBegeHna CKpUHWHIa — nepej 3a4atueM, Tak Kak rno
pe3ynbTaTtaM ero MOoXeTt 6bITb npeanoxeH LIJVIpOKI/II7I CNEKTP penpoAyKTUBHbIX

. |_|p|/| npoeegeHnn O6Cﬂe,D,OBaHVIF| nepej 3ad4atmneM onTrMalbHbIM ABAETCA

pekomMmeHaoBaTh?

Korpa

pekomeHAoOBaTb?
BO3MOXHOCTE.
+ Bo3MOXHO NpoBegeHMe CKPUHWHIA Ha PaHHKX CPOKax 6epeMeHHOCTH
(Hanpwumep, B pamkax pacumpeHHoro HAMT)

Kakoii Bup,

CKpUHUWHra nocnesoBaTeNlbHbIN CKPUHUHT

pekomMmeHaoBaTh?

+ Mpu npoBeseHNN 06CNeA0BaHNS HA PAHHUX CPOKax bepeMeHHOCTH
NPeAnoUTUTEIbHbIM ABASIETCS NaPHbIA CKPUHUHT

MaHenb COCTOSAHWUIA ANna npoBeAeHUNA CKpUHUHIa MOXET 6bITb Bb|6paHa
NMHANBMAYaJIbHO, C YyY4eTOM ocobeHHoCTel PEernoHa n 3THUYECKON
NMPUHaANEXHOCTUN, a TaKXKe SKOHOMUNYECKMX BO3MOXHOCTEWN NMauneHToB.

B HacTosLee BpemMA B PO u,enecoo6pa3Ho BK/IKOYATh B NMaHe/b ciegyouine

+ CNHanbHasi MbllleyHas atpodus

* BpoxzaeHHas ANcPyHKLNS KOpbl HaAMOYeYHNKOB

* HepoceHcoOpHas TyroyxocTb

Takxe AOCTYMHbI paclUMPeHHble NaHenu NPoBepPKN HocKTenel, obecneynBatoLLe
NpoBepKy 60/1bLIOr0 KOANYEeCTBa BapMaHTOB.

TECTI/IpOBaHI/Ie Ha CTaTyC reHeTNn4YeCcKoro HocmTena 40/1XKHO NpoBOANTLCA B
cneumannsnpoBaHHbIX TEHETUYECKNX na6opaTop|/|ﬂx:
* B COCTaBe rocyfapCcrBeHHbIX yqpe»(p,eHVIVl

CywiectByeT psi BOMPOCOB, C KOTOPbIMW MOXET
CTONKHYTbCS NH060M NPaKTUKYOLWNM BpaY, nNpeanara-
FOLLMIA CKPUHUHT HOCUTeNbCTBa (Maba. 5).
1. ObcnesoBaHMeE HAa HOCUTENBCTBO AO/MKHO BbITh
ZLOBPOBOJIBHbBIM.
2. Ha stane nepeg nposejeHneM CKPUHWHIA 1nLa
VAN Napbl JO/MKHbI NOYYUTb NOHYIO N aAeKBaTHYHO
nHGOPMaLMIo MO MOBOAY Lienn, MeToAax 1 BO3MOXHbIX
BapVaHTax pe3y/nbTaTOB JaHHOro obcnefoBaHUS —
JOTecToBOEe KOHCY/IbTMPOBaHMe.
3.Mocne npoeegeHUs CKPUHWHIa avua M napsbl
C BbIIBN€HHBIM HOCUTENBCTBOM MaTOreHHbIX
BApWaHTOB, AO/XHbI B 06f3aTe/IbHOM MopsjKe
6bITb HaNpaB/eHbl K Bpady reHeTuky - nociete-
CTOBOE KOHCYNbTUPOBaHMe.

4./laHHble JOTeCTOBOro 1 MOC/IeTeCTOBOr0 KOHCY/b-
TUPOBAHWA NPU NPOBEAEHNN CKPUHWHTA AO/KHbI
6bITb KOHOMAEHLUMANBHBIMN.

5.feHeTnyecknii aHanu3 ANs CKPUHWUHIA HOCU-

TeNbCTBa AO/MKEH MPOBOAUTLCSA CBOEBPEMEHHO,
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B COOTBETCTBUW C COBPEMEHHbIMU peKoMeHAaLn-
AMU N B aKKpeaUTOBaHHOW nabopaTtopum (rocy-
[ApCTBEHHOW UM KOMMepPYecKo).

6.CKPVHWHI HOCUTE/NIbCTBA He [JO/KEH 3aMeHATb
Co60l MeANLMHCKYH0 MOMOLLb (KOHCYAbTaTuB-
HYI, KJAVWHWKO-AMArHOCTUYeCKYt, JsedebHyto)
nauyeHTam C yXe BbIsiBleHHbIM HOCUTEIbCTBOM
NaToNOrMyYeckKnx BapraHToB.

JloTecToBoe 1 NocC/ieTeCcTOBOE KOHCY/bTMPOBaHMe
C COBNOAEHMEM 3TUYECKMX HOPM SABASAKOTCS BaX-
HelWNMMN KOMMOHEHTaMWN CKPUHWHFA HOoCUTenen,
NO3BONAKLWMMN TFapaHTUPOBaTb, YTO OTAe/ibHble
Mua M napbel 6yayT MOAHOCTBIO MHGOPMUPOBAHBI
0 npeacrosuiemM obciefoBaHUM M O BO3MOXHbIX
NnocneACcTBUSIX Pe3yNbTaToB TECTOB M CMOTYT MPUHK-



MaTb 060CHOBaHHbIe peLleHNs O CBOeM Pernpoayk-
TUBHOM 340pOBbeE.

KoHcynbTupoBaHWe MO CKPUHWHIY HOCUTENbCTBa
JO/DKHO MPOBOAUTBECA KOMMETEHTHBIMU U MOArOTOB-
NeHHbIMWN MeANLIMHCKUMK paboTHMKamn. B pamkax
npoBeAeHVsi ero BO BpeMsi PyTUHHOrO rnpuema uene-
CO0bpa3HO UCMO/b30BaHWE PasfNYHBIX Mogenen
npeAocTaBneHns MHGOPMaLMM NaLMeHTaM, Takmux Kak
NHGOPMaLMOHHbIe byK/eTbl, BugeomaTtepurasbl U T.4.

be3 npoBegeHNsa AOTECTOBOrO KOHCYNbTUPOBaHUS
Jaxe, ecn NauyeHT noanucbiBaeT MHGOPMUPOBAH-
HOe cornacme Ha NposejeHne reHeTUYeckoro TecTu-
pOBaHWs, 3TO He BCerja O3HavaeT, YTo OH AeNCTBU-
TeNbHO ajekBaTHO OCBeAOMJEeH 06 ornpeAeneHHOM
reHeTnyeckom Tecte [10].

HGH,OGG/IGHO HQO pa3vAaCcHeHUe cymu mecma, eco npeumMyujecms, puckoe U nomeHYyua16HbIX pesy/saemamaoe.

Lene: O6BACHUTb, UTO Takoe CKPUHWHI Ha HOCNTENIbCTBO, KakK OH pa60TaeT M 3a4yeM

NpPoBOAUNTCS.

lpeumyujecmsa
U pucku:

ﬂOApO6HO€' onnmcaHme NoTeHUMaNnbHbIX NpenMyLLecTB 3HaHNA CTaTyCa HOCK-

Bo3moicHble pesysemamei:

WHpopmuposaHHoe
coanacue:

Kakas uHpopmayus
00/14HA 6bimb
npedocmasneHa:
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TeNbCTBA, TaKUX Kak MaaHupoBaHue byayLnx 6epeMeHHOCTel ¢ BOSMOXHO-
CTb0 PENPOAYKTUBHOIO BblIbOpa, a TakKe N06bIX OrpaHNYeHUli UK NoTeH-
LanbHbIX pUCKOB TecTa.

MonoXxuTenbHbIn - Korga BbldB/1€HO HOCNTE/IbCTBO
OTpMLl,aTeanbll‘il - Korga HoOCnTenbCTBO He BbIABJ/IEHO

Y6eaMTbCs, UTO NaLMEHT MOHMMaeT UHPOPMALMIO 1 MeeT BO3MOXHOCTb
0TKa3aTbCs OT TecTa.

1. CKpI/IHl/IHF Ha HOCUTENbCTBO He SIBASETCS 06s13aTeflbHbIM U MOXET 6biTb

NpoBeAéH B Nt06oe Bpemsi.

MpeKoHUEenUMOHHbIA CKPUHWUHT Ha HOCUTENLCTBO MPeArnoYTUTEeNeH Mo
OTHOLLEHWIO K MpeHaTasbHOMY CKPUHWHIY, MOCKO/bKY OH MOXET 6biTb
MeHee CTPEeCccoBbIM ANS NALMEHTOB C MONOXMNTENbHbIMY pe3ynbTaTtaMu u
Mo3BOJISIET B MOJIHOW Mepe MPVHATb peLleHre 0 PernpoayKTVBHOM 340pO-
Bbe. Ha 3ToM 3Tane BO3MOXHO MpoBejeHVe Kak NocneAoBaTeNbHOro, Tak
M MapHOro BUAA CKPUHUHIA. Mpy NpOBEeAEHNN CKPUHKHTA YXe BO BPeMst
6epeMeHHOCTU LieN1ecoobpasHO NpesioXnTb NapHoe TeCTUPOBaHMe.

. CKpI/IHI/IHF Ha HOCUTE/IbCTBO HE 3aMeHAET CKPMHUHT HOBOPOXAEHHbIX.
. OTpI/ILLaTEJ'IbeIIZ pe3ynbTaTt TeCTa CHMXaeT BEPOATHOCTb POXAEHNA 60/b-

HOro pe6eH|<a, HO MOJIHOCTbIO HE NCKNHOYaeT PUCK.

. Y HocuTenel aAyTOCOMHO-peLeccnBHOro 3aboneBaHUs KAVMHWYeckne npu-

3HAKW WA CUMNTOMbI 3TOrO 3ab60/1eBaHUS NpPoABAAKOTCA peaKo.

. CKpI/IHI/IHF Ha HOCUTENLCTBO HE ABNAETCA TECTOM Ha BCE reHeTn4yeckme

3aboneBaHuA.

Y% 6I'IVI3KOpO,D,CTBEHHbIX nap pnck HOCUTENbCTBaA OAHUX N TEX Xe 3abonesa-

HW MOBbILLEH.

. ﬂpl/l npoeeaeHNN CKPUHMHIa BO3MOXHO BbIAB/IEH/E BapPMAHTOB HEN3BECT-

HOro KAnHwnyeckoro 3HaveHnsa (CNV) — 370 M3MeHeHus B reHe, KOTopble
MOTYT 6bITb Kak CBA3aHbI, Tak U He CBsi3aHbl € 3a6osieBaHMeM. MNpuy nonyde-
HUW Taknx pe3y/bTaToB 06583aTeIbHON SABASETCH KOHCYIbTaLUMsa reHeTrKa.
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HanpaesneHo Ha pazbscHeHUe pe3ysbmamos mecmupo8aHus. JoaXHO NPo8oAUMbCS 8PAYOM 2eHEMUKOM.

Lesne:

OyeHka pucka:

OyeHka pucka:

PenpodykmugHeie
8APUAHMbI:

Kakas uHpopmayus 00ax-
Ha 66IMb npedocmas/eHa:

B ciyyae sbiseneHus pucka
Hocumenbcmea y oboux
napmmHepos 0o 3a4amus

B ciyyae sbiseneHus pucka
Hocumenbcmea y oboux
napmmHdepoeg npu
bepemeHHoCMu

>KeHckog)noposbe

YeTko 06bACHUTL pe3ynbTaThbl T€CTa N UX 3HaYEHUNA C TOUKUN 3peHUA
reHeTn4eckKoro pmcka c Bblpa6OTKOI7I p,aaneVlLuero aaropmTMa
O6CﬂeAOBaHVIFI B C/ly4ae NOJSIOXKUNTENIbHbIX PE3YyNIbTAaTOB

MpY NONOXUTENBHBIX pe3ynbTaTax - MHGOPMUPOBaHKEe Mo NoBoay 3a60-
NeBaHUs, PUCKM KOTOPOTO BN BbISBAEHbI; 06CyXAeHWe fanbHeRLLnX
pPenpoAyKTUBHbIX BOSMOXHOCTEN; 0OKa3aHWe NCMX0Nornyeckoli noaaepxkKu.
O6cyxzeHe KOHKPETHBIX PUCKOB POXAEHWS PEBEHKA C FreHeTUYeckM
3aboseBaHneEM, eci 06a NapTHEPA SBNSOTCA HOCUTENAMMU.

Mpy NONOXUTENbHBLIX pe3yabTaTax - MHPOPMMpPOBaHMe No NoBoay 3abo-
JleBaHWA, PUCKN KOTOPOrO 6bln BbISIBAEHbI; 0BCYXAeHWe fabHeNLLNX
penpoAyKTMBHbIX BO3MOXHOCTEM; OKa3aHue NCUX0A0rMyeckom NoaaepKu.
ObcyxaeHMe KOHKPETHbIX PUCKOB POXAeHNS pebEHkKa C reHeTU4ecknM
3aboneBaHveM, ecin oba NapTHEPa ABAAOTCA HOCUTENAMMU.

NHPopMumpoBaHMe Napbl 0 AOCTYMHbIX eli PENPOAYKTMBHbLIX BapuaHTax.

1. MhdopmmnpoBaHme 0 3aboneBaHUM, HOCUTENLCTBO KOTOPOro mnokasanmu
pe3synbTaTbl TecTa.

2. PekoMeHpaumnsa npoBejeHUs NocC/iefoBaTeNIbHOrO CKPUHWMHIA MapTHepy
C aHaNN30M TOro e NaToreHHOro BapuaHTa, YTo yXKe BbisB/IeH.

3. B cnyvae npoBegeHns CKpUHWHIa Npy 6epemMeHHOCT, OTKa3e napTHepa oT
TeCTUPOBAHUSA UV €ro HeAOCTYNHOCTU A5 TECTUPOBAaHWUS, peKoMeHayeT-
€S NpOBefieHe NHBAa3VBHOW NpeHaTaibHON ANArHOCTUKN.

4. OTpuLaTeNbHbIN pe3ynbTaT TecTa y napTHepa He NCKIYaeT PUCK poxae-
HUs pebeHKa € AaHHbIM 3aboneBaHMeM. OCTaTOUYHbIN PUCK KONNYeCTBEH-
HO TOYHO OLIEHWTb HEBO3MOXHO A5 6O0NBbLUMHCTBA COCTOSHUIN, HO OH
CHUXaeTCs.

5. BO3MOXHOCTb MOSIyYEHUS «I0XHOMOIOXUTENbHbBIX» PEe3yNbTatoB M UX
NPUYNHbI (CHUXXEHHAs NeHeTPaHTHOCTb N3BECTHbLIX MAaTOreHHbIX U NOTeH-
LManbHO MNAaTOreHHbIX BapuMaHTOB; MPOTUBOpPeYMBas WHTeprnpeTauuns
BapVaHTOB; HeCcoBepLUeHHOE KOMMbIOTEPHOE MOJeNpoBaHMe 3Kcnpec-
CVIN BapUaHTOB).

Ob6cyxaeHVe pUCKOB 1 MPenMYLLLeCTB PasNyHbIX PenpoayKTUBHbLIX METOAOB:
- Vicnonb3osanume BPT ¢ MNI'T, JOHOPCTBOM rameT 1av SM6PUOHOB;

- MpoBeaeHne UMA npy HaCTynieHUN CNOHTaHHOM bepeMeHHOCT (broncus
BOPCWH XOPUOHa NN aMHUNOLIEHTE3);

- [ToNHbIN 0TKa3 OT JeTOPOXAEHUSA B MO/b3Y YCbIHOBNEHUA/Y0UepeHns

PekomeHAaLMN Mo NPOBeAEeHMIO MHBA3VBHOW NpeHaTaNbHOW AMAarHOCTUKM
(Hanpumep, BLUOMNCKM BOPCMH XOPUOHA UM aMHUOLLEHTe3a) ANst onpejene-
HUWS HaMuMs y Nnoja 3a601eBaHWs, PUCK KOTOPOTO BbISIB/IEH B XO4€ CKpU-
HMHra Ha HOCUTE/TLCTRO.

78



MokasaHWs K MpoBeAeHW0 WMHBa3VBHOW MpeHa-
TaNlbHOW ANArHoCTMKW B C/lydae BbISIBIEHUS PUCKa
HOCUTEeNbCTBA Y OAHOMO 13 NapTHEPOB:

* BTOPOW NapTHep HeAOCTYMeH AN TeCTUPOBaHWS;

* BTOpOW MapTHep OTKasbiBaeTCs OT MpoBeAeHs
nocneAoBaTe/IbHOro TeCTMPOBAHUS;

* pe3synbTaTbl TECTMPOBaHWA NapTHepa He 6yayT
FOTOBbl K MOMEHTY MPUHSTUS peLleHns O penpo-
JYKTVBHOM BbIGOpE;

* CTOMMOCTb MOCNeA0BaTe/IbHOrO TeCTMPOBaHMS
C/IMLLKOM BbICOKA ANA AAHHOI napsl;

* AMarHocTnYeckas npouedypa yxe 3anaaHnposa-
Ha Mo Apyrvm nokasaHusM.

Yémkuli u HedupekmuegHbIli nodxod: Bpad AOSXEH
npeAoctaBnAaTe MHGoOpMaLMo 4YETKO, 06BHEKTUBHO
N HeAMPEeKTMBHO, YTObbl JaTb MaumeHTam BO3MOX-
HOCTb MPUHNMaTb CaMOCTOSITE/IbHbIE PeLLEHNS;

CobnofeHre aBTOHOMUM MauMeHTa: nauuneHTol
VMEIT NPaBO Ha OCO3HaHHbIM BbIOOP B OTHOLUEHUW
CBOEro reHeTN4eckoro 340P0BbSA 1 PeNpPOAYKTUBHOMO
6yayLero;

MapmHépckuli nodxod: LenecoobpasHO KOHCYNb-
TUpOBaHMe o0b6oux MapTHEpPOB Ans obecrnedveHus
MOMIHOMO MOHUMAaHUA W COBMECTHOr0 MPUHATUS
pelwieHnn [27].

CKPUHWHI HOCUTeNbCTBa ayTOCOMHO-peLeccmB-
HbIX 3ab0oneBaHWin, He ABASETCS HOBbIM Mpoduak-
TNYeCckMM MeTOAO0M, OAHAKO 4O CUX NOP He Moay4nn
AOCTaTOYHOrO pacnpocTpaHeHus.

CoBpeMeHHble MeTO/bl FeHeTUYECKOro CKPUHNHIa
HOCUTENbCTBA AAT MPUHLUMAMANBHO HOBble BO3-
MOXHOCTU A15 NPOPUAAKTUKN HacnefCTBEHHbIX

3aboneBaHW, Kak Ha WHAWBWUAYaNbHOM, Tak U Ha
rocyfapctsBeHHOM ypoBHe. Ha UWHAMBMAYaNbHOM
YPOBHE TaKOW CKPUHWHI JaeT BO3MOXHOCTb Mpo-
BOANTbL OCO3HaHHOE MJaHVMpPOBaHMe CceMbW Mapam
C BbICOKMM PUCKOM POXAeHUA 60MbHOro pebeHka.
Ha rocygapcTBeHHOM ypOBHE MOAOGHbIA CKPUHUHT
MO3BOAUT CHU3UTb OpemsA HacneACTBeHHbIX 3a60-
neBaHW B NOMynsuun, COKPaTUTb 3KOHOMUYECcKMe
3aTpaThl, CBA3aHHbIE C JIeYeHVEM TSAXeNbIX HBaNU-
AM3MpyoLWmMxX 3abonesaHui.

Ha AaHHBIA MOMEHT CKPUHWHI HOCUTEeNbCTBA
B rpynne nonynsuWOHHOro pucka MNpoBOAAT Ha
[O6POBOSILHOM OCHOBE B pamkax $GOpMUpOBaHUA
KOHLeMNnuun OTBETCTBEHHOrO POAUTENbLCTBA 3a cyeT
CPeACTB rpaxgaH n/unun ropugndecknx nuu. B takon
CKPUHWHT MOryT ObITb BKIKOYEHbl 0bsA3aTeslbHble
1 JONONHUTENbHbIe 3a6oneBaHnsA. CKPUHUHT Ha 065-
3aTe/ibHble 3a60/1eBaHMA, Takne Kak MyKOBUCLMAOS,
CMA, ®KY, BpoXaeHHaa runepnnasng Kopbl Haj-
MOYEYHNKOB N HEMNPOCEeHCOPHas TYyroyxocTb, clie-
AyeT OCyLLecTBASATb BO BCex cybbekTax PP, Ha Bcex
begepanbHbIX TEPPUTOPUAX N ANA BCEX STHUYECKUNX
rpynn. CKPUHWHE Xe Ha AOMNOAHUTeNbHble 3abone-
BaHWS csiedyeT BbIMOAHATbE C YY€TOM 3THUYECKOM
NPUHAANEXHOCTU N PermoHanbHbIX 0COBeHHOCTe.

B nporpammax BPT ckpuHWHI HOCUTENbLCTBaA A0/1-
XeH ObITb 0653aTeslbHbIM A5 AOHOPOB Pernpoayk-
TUBHOroO Martepmana, U NMpoBOAUTbL ero ciegyet 3a
CyeT CpeACTB rpaxaaH, XeatoLux BoCnoib30BaThCA
JOHOPCKUM MaTepuanom, u/uan ropugmnyeckmnx nud,
npeAocTaBAOLWLMX Takne MaTepuranbl.

CKPUHUHI HOCUTENBLCTBA B rpynre BbICOKOro p1cka
(mauyneHThl, MetoLwme 60bHbIX AeTeln N 6an3Knx
POACTBEHHNKOB) CnedlyeT BHECTU B MNepeyeHb Meau-
LMHCKUX yCIIyr 1 GUHAHCMPOBaTb B paMKax Nporpam-
Mbl 06A3aTeNIbHOr0 MeAMLWNHCKOro CTPaxoBaHUS.
OH AonxeH BK/tOYaTb TeCTMpOBaHMe 3aboneBaHus,
HOCKTENBbCTBO KOTOPOro (Mnn 601e3Hb) YCTaHOBIEHO
paHee. CKPUHWHF Ha MHble 3abosieBaHNsA B 3TOM Cay-
4Yae MOXeT bblTb peKOMeHAO0BaH TOMbLKO B KayecTse
KOHLenuum OTBETCTBEHHOr0 poanTenbCcTBa [1].

OTCTanocCTb);
6113KOPOACTBEHHbIN Bpak;
NpMBbIYHOE HEBbIHALLMBaHVE 6epeMeHHOCTH;

6ecnnojre HeSICHOro reHesa;

TSKENbIE HAPYLUEHWsI cClepMaToreHesa;
JOHOPCTBO ramer;

OTAe/NbHble STHUYECKME rpynnbl;
nepes NpoBeAeHNeM 3KO;

nepeg, BCTyM/eHVEM B 6pak;

M0 XXeNaHWH YenoBeka;

Hannune B ceMbe 60/1bHOr0 pe6EHKa (reHHoe, XPOMOCOMHOe 3a6oeBaHwe, BIMP, ymcTBeHHas

He3bdeKTVBHbIE MPOTOKOAbI 3KO (OTAE/bHbIE FpyMMbl NALUNEHTOB);
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O
m

Hocurens OanH U3 Iapel — Myramusa X-
Hocurens
G HOCHTeIh MyTaIlHH CIIEIJIEHHOTO
ayTOCOMHO- MyTaIlili TOTOo
ayTOCOMHO-
PELIECCHBHOTO e TeHa YT PENECCHBHOLOTeHE
TeHa JIOMITHAHTHOTO TeHa

Puck poocdenrius
6onvHo20 pebenka

25%

Puck posxcdenua
60n1bHO20 pebenka

50%

Puck posxcdenia

O0ILHO20 MATBYUKA

50%

CeMbH ¢ OTATOIMEHHBIM F’CHETHYECCKHM AHAMHE30M

®  POXKIEHHE JIeTeH ¢ TeHeTHYECKOl maronorueii
L]

¢ POXICHUC nereit ¢ BpOXICHHBIMHI aHOMAaJIIAMH Pa3sBUTHA

YCTAaHOBJICHHOE HOCHTEIBECTBO MyTaI.]}Iﬁ TCHOB B CEMbBEC

!

HamnpapJIEeHN€ Ha KOHCYJIIBTAIIHIO K TEeHETHKY

|

IIpOBEICHHE JHATHOCTHYCCKIIX HCClIeI0BaHMH opu
6CPCMCHHOCTH COITIACHO PEKOMCHIAIIHAM Bpa4a I'€HSTHKA

}

IpH YCTaHOBIEHHOI TeHeTHIeCKOi aTOJIOTHH — HallpaBJIeHIe B
nentps! BPT s mianupoBanus nporpamm DKO c npoBeneHHeM
III'T unu HenoIb30BaHHEM JOHOPCTBA raMeT

POXICHNC neTett ¢ SBZ[Cp)KKOﬁ Pa3BUTHA HCYCTAHOBICHHOIO I'CHE3A

CeMbH ¢ HEOTATOMICHHBLIM TeHETHYCCKHM AHAMHE30M

obmiee KITMHAKO-Ta00paTopHOE 00CTeI0BAHIE

HalIpaBJICHUE Ha KOHCYJIBTAIHIO K T€HETHKY:
= GII3KOpOICTBEHHENT Opak

NPHUBEIYHOE HEBRIHAIINIBAHIIE Gep EMEHHOCTH

66(‘,HHO}IIIE HEACHOTO I'¢He3a

Hed((eKTIBHbIe OPOTOKOMIEI KO (OTAeIbHEIE IPYIIILI ALIEHTOB)

TSKENBIe HAPYIISHIS CIIepMaToTeHe3a y MapTHepa
.

OT/ZE/IbHBIE 3STHHYIECKHE IPYIIIIEI

"  Iepej OPOBEJEHIEM KO

}

O6Cy)K£[eHI/IE BO3MOKHOCTH IPOBEICHHS TIPEKOHIETIIIOHHOI0 CKPHHUHTAa

MocnepoBaTenbHbIN
(60n1€€ 3KOHOMUYHBIV BapuaHT)

TapreTHbIVi
(60nee 3KOHOMUYHBIV BapUaHT)

CKPUHUHT

MNapHbIA
(MeHee 3KOHOMWYHbIM BapuaHT)

CKPUHUHT

PacLunpeHHbIV
(MeHee 3KOHOMUWYHbI BapuaHT)
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