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Pesiome

MpencTaBneHHbI TEKCT ABNAETCA NPOACIKEHNEM 0030pa Mex1yHapOAHbIX UCCNIeA0BAHUI 11 PyKOBOLCTB/peKOMEeHAaLMIA
B 00M1aCTV NepBUYHOI NPOGUNaKTVKK MyKoBMCLMAO3a (MB). B 3TOM pasgene paccmaTprBaloTca BONpPOCh BbIOOPa natoreH-
HbIX BAPWUAHTOB ANA PA3NNYHBIX MPOrPaMM CKPUHMHIA HOCMTENbCTBA MB MyTaumi Ana GopMupoBaHuA NaHenei, ¢ y4eTom
reorpaduyeckmx 1 STHUYECKNX 0COOEHHOCTEN Nap, MPOXOAALMX CKPUHIHT, OMUCHIBAIOTCA 0COOEHHOCTH HabntoaeHNs
33 Napamm C NPOMEXYTOUHBIM PYCKOM HOCUTENbCTBA, NPeACTaBEHbl B3ANMOCBA3N MeX/1y CKPUHWHIOM Ha HOCUTENbCTBO
V1 HeOHaTabHbIM CKPYHHIOM, OCBELLEHa BaXHOCTb CBOEBPEMEHHOTO MHGOPMMPOBAHUSA, BKIIOUas MeVKO-reHeTuyecKoe
KOHCYNbTUPOBAHYIE 3aNHTEPECOBAHHBIX CTOPOH, C YUeTOM MCKXOCOUMANBHOTO CTaTyca HocuTeneid. OTaenbHO NpeacTasneHs
EDN: GGKMLR paboTbl, BbIABMBLLME CHUXEHME UaCTOThl poxaeHNsA 6onbHbIX MB Bo ®paHuuw, Vitanun u 3paune nocne BHeapeHNs CKpu-
HIHra Ha HOCUTENbCTBO MB.

KntoueBble cnoBa: MyKOBWCLMAO03; MPEKOHLENUMOHHbIA CKPUHWHT HOCUTENbCTBA; TECTUPOBAHYE HAa HOCUTENBCTBO; MOMY-
NALUMOHHbI; 0630p NMTEpaTypPbI

KoHOANKT MHTepecoB. ABTOPbI 3aABAAIOT 06 OTCYTCTBUM KOHGNNKTA MHTEPECOB.
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Summary

This text is a continuation of a review of international studies and guidelines/recommendations for primary prevention of cystic
fibrosis (CF). This section reviews the selection of pathogenic variants for different CF mutation carrier screening programmes
to form panels, taking into account the geographical and ethnic characteristics of the couples being screened, describes the
monitoring of couples at intermediate risk of carrier, presents the relationship between carrier screening and neonatal screen-
ing, highlights the importance of timely information, including medical and genetic counselling for stakeholders, taking into
account the psychosocial status. Separately, we present studies that have found a reduction in the rate of CF births in France,
[taly and Israel after the introduction of CF carrier screening.
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O6o0cHOBaHuMe Bbibopa MyTayui

Boibop nmaHeny MaTOreHHbIX BAPUAHTOB IS 1I060TO
MIPOTOKOJIa CKPMHMHIA HOCUTeNnbcTBa MB saBnsaerca
K/II0YOM K TOYHOCTH ¥ 061eMy yCIleXy IPOTrpaMMBbl.
Heo6x0a1MO0 TIaTeNTbHO YYUTHIBATH MHOr00Opasue
U MHOTOYMCIEHHOCTD BapnaHToB rena CFTR n nx
KAMHUYeCKoe 3HayeHue [1, 2], STHUYECKUIT COCTaB
HaceJleHN s, MO/I/IeXKAIlero CKPMHMHTY, M HaJIexa-
LI OXBAT MaJIOYMCIEHHBIX HAPOMIOB, YCTOMYMBOCTD
HOBBILIEHHOI paboyelt HATPY3KM reHETUIECKOIL JIa-
6opaTopun/KoMIaHuIi, IPOBOJSIIUX TECT, @ TAKXKe
TOCTYIIHOCTDb 11 TOYHOCTD PacIlMpPeHHBIX ITaHesel aHa-

N130B ¥ IIaTPopM. Bonpocel Bo3MelleHNA PacX0OJ0B,
CBA3aHHBIX C TeHETUYECKUM TeCTMPOBaHMEM, TAKXKe
ABJIAIOTCS Ba)KHBIM aCIIEKTOM JTI000if Hal[MOHATbHOI
VIV pErMOHA/IbHON CTpaTerny cCKpuHuHra MB.
Annenvras zemepozennocmy — Ha cerogHAmAMit
nenb Bre"e CFTR BoisasieHo 6omnee 2100 reHeTHMYeCKIX
BapuaHTOB (3, 4]. Hanbonee pacnpocTpaHeHHBIM Ba-
puanTtoMm sipisiercs ¢.1521_1523delCTT (p.Phe508del,
F508del), koTopslit cocTaBiseT NPUOTU3UTENBHO
nBe TpeTu Bcex anneneit reHa CFTR y manyueHToB
¢ MB, ¢ ymMeHblLIeHNEM PacIPOCTPAHEHHOCTU OT
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Cesepo-3anaznoii fo IOro-Bocrounoit Espomnsr [5].
OcTanpHble aN/lean pacIpPOCTPAHEHbI CYIeCTBEH-
HO HEOJHOPOJHO: MeHee 20 MyTaluil BCTPEYaTCA
B Mupe ¢ yactoToit 6onee 0,1% [1, 4]. HexoTopble Ba-
PUAHTBI MOTYT JOCTUTATD OOJIee BHICOKOI 4aCTOTDI
B OTZE/IbHBIX IONMY/IALMAX B pe3ynbraTe apdexra
«ocHOBaTens» [3, 5, 6]. VI3-3a reorpadmueckoro rpajgu-
enrta F508del cranpapTHbIe aHeMN My TALUIL, UCIIOb-
3yeMble B COBPEMEHHBIX KOMMEPUYECKUX aHANN32AX,
TOCTUTAIOT HAMBBICIIEN YYBCTBUTENTBHOCTI B CE€Be-
PO- 1 3aTIaIHOEBPOTIENICKUX IION YA MAX, B TO BpeMs
KaK B I0>KHO-€BPOIIEICKMX O Y/IALAX HeOOXORNMO
TECTUPOBATH OOTIbIIIE MYTALNIL /151 KOCTVKEHMS IPU-
€M/IeMOTO YPOBH: MHPOPMATHBHOCTIL.

Bapuanmoul, svisviearoujue MB, cocTaBnA0T MeHee
yeM 10-15% cpemu BceX, 3apernCTPUPOBAHHBIX B MC-
C/IeOBaHMAX C UCIIOIb30BaHMEM (PYHKIIMOHAIbHBIX
MeTOZOB [3,7]. DTV HaToreHHbIe BapMAHTBI COCTAB/IAIOT
HOfaB/IsIIoIee OOMBIINHCTBO KIVHIYeCKY 3HAYMMBIX
¥ Ha3bIBAIOTCA «BbI3bIBaoIMu MB». O6HapyskeHne
OBYX MyTaluii, BRIsbIBaroIux MB, nossonser gu-
arsocTuposaTh MB y nmiofieit ¢ IOCTOAHHBIMU KN~
HUYEeCKVMY TIPOSABTICHNAMY VN Y HOBOPOKeHHBIX
C NOJIOXKUTE/IbHBIM HEOHATaIbHBIM CKPMHMHTOM (5,
7]. MeHee MOIOBMHBI OCTABIINXCSA MYTaIl[Uil MOTYT
6BITh SMIIMPHUYECKH IPeACKa3aHbl KaK BAMAIOI[ME Ha
CH/IAMICUHT, CABUTAIOIME PAMKY CUMTBIBAHUA UK
obpasymolue IpexXeBpeMeHHble TePMUHUPYOIe
KOZIOHBI, U, C/IeJOBATEe/IbHO, MOTYT IIPUBECTH K Ce-
pbesHomy cHkeHuto ¢pynkuuu CFTR, Bbi3piBast 3a-
6oneBanne. KimHmdeckyo poab Apyrux BapuaHTOB,
B OCHOBHOM MICCEHC, B BOSHUKHOBEHNM 3a60/IeBaAHN
OIIEHUTD OUY€Hb CTTO>KHO. MUCCeHC-BapMaHT, BbIAB/IEH-
HBI y OJTHOTO 4YeI0BEKA MM B HECKOTIbKUX CTydasx,
He [I03BOJIAET IIOHATD, IMeeT JIM OH KaKOI-Tnb0 K/u-
Huveckuit apdexT u B kakoit crenenu. Hekoropsie
BapUAHTBI MOTYT IMIIb YACTUYHO B/IVATD Ha PYyHKIINIO
CFTR nnu Boo611e He BIUATD Ha Hee, OyAy4nu fo6po-
Ka4eCTBEHHBIMY BapMalMAMU [TOC/IE/0OBATEIbHOCTIL.

CFTR -3as8ucumvie 3ab60ne8anusi — VI3BeCTHO, 4TO
HekoTopble MyTanuyu reHa CFTR cBA3aHBI C TETKUMUI
KIMHUYECKMMU NPOSABIEHUAMMY, TOX0XUMHU Ha MB,
KOTOpbIE He COOTBETCTBYIOT IUATHOCTUIECKIM KPUTe-
pusim MB [5, 7, 8]. Takast acconmarns MO>XeT IPUBECTU
K «CFTR-cBsi3aHHOMY 3a60/1€BaHII0» — COCTOSHNUIO,
KOTOpOe 4acTO 3aTparuBaeT OTAeIbHbIC OPTaHbI (Ha-
IpuMep, BPOXX/IEHHOE OTCYTCTBUE CEMABBIHOCAIIETO
nporoka [CBAVD]; peunuBupyOIWMil UK XPOHU-

Bbi6op naHenn myTtauuin

Bonpiioe KommuecTBO pegKuX MyTaluii ¥ X HEOHO-
pofHasA KAMHMYECKAsA KapTNHA 3aTPYSHAIOT JOCTH-
xxenne 100% ayscrButenpbnocTu. [lanenn myranmit
JO/DKHBI OBITH afaIITUPOBAHBI K I[e/IeBOJ IIOM /IS,
/11 KOTOPOJI IpefHa3HAa4YeH bl IIPOrPAMMBbI CKPYHMHTA.

Bapuanmeoi eena CFTR - EBpornieiickye TOKYMeHTbI
PEKOMEHTYIOT B TaHe/Ib CKPMHIHIA BK/TI0YaTh TOIBKO
Te BApMaHTHI, KOTOPbIe TOYHO ABIAITCA KINMHNIECKN
3HaunMbIMU [14], a B CeBepoaMepUKaHCKUX — U KJIN-
HUYECKM 3HA4MMble U BEPOSATHO KIMHNMYECKY 3HAYN-
Mmble [15].

BapuaHTBI, CBsA3aHHBIE C BapuabeTbHBIM (EHOTH-
IIOM, B 4acTHOCTH, cBA3aHHble ¢ CFTR-3aBucUMBIMU
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YeCcKMil AaHKPEaTHUT) U He CBA3aHO C TAXKEIIBIM, YKO-
paYMBaOLMM KM3HD 3a00/1eBaHMeEM JIerKuX [3, 9, 10].

Bonee Toro, HekoTopbie MyTanyy reHa CFTR moryT
OBITh CBSI3aHBI C Pa3/IMYHBIMM KJIMHUYECKMMMI VICXO-
ZaMM U IPUBOJUTE K JIerKoit popme 3aboneBanms MB,
CFTR-accounnpoBaHHOMY 3a00/IeBaHIIO 1IN BOOOIIIe
K OTCYTCTBMIO 3a60/I€BaHIISI, YTO MOXKET OO BACHATHCS
KOMIL/IEKCOM aJljIesieit, a Tak)Ke PaKTopaMu, He CBs3aH-
Heimu ¢ CFTR, 1 pakTopamu okpyskarolieii cpenst [5].

OpHMM U3 TaKMX BapuaHTOB ABAeTca R117H, ko-
TOPBII, 6yyun OOHAPYKEHHBIM B FeT€PO3UTOTHOM
COCTOSIHUM C BapMaHTOM, BbI3bIBawomumit MB, mo-
XKeT IpUBORUTD 1160 K MB ¢ coxpaHHOI QYHKIIN-
eil o/ KeyJOIHOI JKeessl, 1160 K 3a60n1eBaHNIo,
cBsazanHoMy ¢ CFTR, nu60 Boo61je K OTCYTCTBUIO
3a00/meBaHMA. ITO MOXKET OBITh YaCTUIHO OOBACHE-
HO accoumanuen R117H ¢ mnonuTUMugMHOBBIMU 110~
cnepoBatenbHocTaMu IVS8(T(n)) ciimaiic-BapuanTa
MHTPOHA 8, KOTOpbIe BCTPEYAIOTCA B IPyIIax us 5, 7
nnu 9 nosropoB. R117H B cis ¢ T5 (T.e. Ha OZHOM 11 TOM
e aJI/iefie) CYMTAETCsI BAPMAHTOM, BbI3bIBalomuM MB,
torga kak R117H B cis ¢ T7 06bI9HO accoLMMpyeTcs
¢ CFTR-accounnpoBaHHBIM 3200/IeBaHIIEM WMJIN C OT-
cyrcrBueM 3aboneBanu (5, 11].

Beicokas yactora R117H, Habnofaemast B mporpam-
MaX CKpMHMHIa HOBOPOX/IEHHBIX ¢ MB, ere 60/b1ire
YCIOXKHIIIA OLIeHKY K/IMHMYecKol sHauumocty R117H
npu obHapy>xeHuu. IlofaBisioliee 60NbIUINHCTBO
MafeHIes, Hecymux R117H-T7 B coueTanun c Bapu-
aHTOM, BbI3bIBaomuM MB, He uMeroT cumntomoB MB,
XOTS HeNb35 UCK/TIOYUTD, YTO Y HUX MOTYT Pa3BUTh-
cs1 nposiBeHus 3aboneBanus MB B 6oree mosgHeM
Bospacre [3, 12]. B paMKax HaIlIOHAaTbHOI'O COBMECT-
HOTO uccnenoBanyuA Bo OpaHINM OLleHMBaIach IIeHe-
TpaHTHOCTb reHotumna R117H-T7/F508del, ncxons ns
KONMYeCTBA MALVIeHTOB/MHNBYUYYMOB, I3BECTHBIX
¢dpaHIy3cKMM 1ab0paTOPUAM KaK HOCUTE/IH 3TOTO Te-
HOTUIIA, ¥ MI3MEPEHHO PACIIPOCTPAHEHHOCTH ajlIeNieN
F508del n R117H B o6uyeit monynsiuuu Opannym [13].
ITO MccenoBaHNe MOKa3ano, YTo TONbKO 3,1% muil,
KOTOpbI€e, KaK OXKUJAETCH, ABIAIOTCA HOCUTELAMMI Te-
Hortumna R117H-T7/F508del, 6p11m mpoTecTnpoBaHbl Ha
myTtanuy reda CFTR 13-3a KIMHNYECKMX CUMIITOMOB,
CBsI3aHHBIX ¢ M B, niu cemernHoro anamae3a MB unn
CFTR-3aBucuMbIx 3aboneBanmii. VismepeHHas meHe-
TPaHTHOCTbD Ts>Kenoro MB B ieTcTBe cocTaBK/Ia BCETO
0,03%, a IeHETPaHTHOCTb OTCPOYEHHBIX CMITOMOB
TsKenoro MB Bo B3pocnom Bospacre — Bcero 0,06%.

3a60/1eBaHUAMMY, He JOJXKHBI BKI0YaThCA. IToka He
OyzneT obecriedyeHo TeCTMPOBaHue, IIO3BOJIAOIIEe OT-
anautb R117H-T5 ot R117H-T7, R117H =e cnepyet
BK/IIOYAaTh B CKPMHUHIOBYIO IIaHEIb.
YyBCcTBUTENbHOCTD — KOT[la aHA/IM3 BApMAHTOB
reHa CFTR ucnonp3yeTcs B KIMHNUYECKOI 1MarHo-
CTUYECKO MPaKTHKe, eBPOIeiicKie peKOMeH Al
COBETYIOT IPOBOAUTD TECT HA IATOT€HHbIE BAPMAHTHI,
9acTOTa KOTOPLIX pesbiiaet 0,5-1% y 6onpHbIXx MB
B MOIY/IALIMY, U3 KOTOPOIT IIPONCXOAUT YeoBek [14].
AHanorn4HbeIM 06pa3oM, JaHHBI KOHCEHCYC pe-
KOMEH/IyeT, 4YTOOBI ITaHe/IM CKPYHIHTA HAa HOCUTEIb-
CTBO BKJ/II0Ya/I¥ BAPMAHTHI € YacToTOI Bhiie 0,5-1%
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y 60mbHBIX MB B 06Cneyemoit monynAnuu. ITo 03Ha-
YaeT, YTO KOMMepYECKIe aHAMN3bI JOMKHbI BK/TI0YaTh
okono 30-40 myTtanuii, BbisbiBaomux MB, B 6071b-
IIMHCTBE €BPONENCKIX MOIYTALMI /IS JOCTVKEHN A
MuHUManbHo (70%) u ontumanbHO (90%) 9acTOTHI
06Hapy)XeH!A MyTaLNIL.

IIpu ucnonpsosanuu 8 CIIA nanenu Ha 32 Hau-
6omee yacToix BapuaHTa reda CFTR 4acToTa BbIsB-
JIEHU A HOCUTENbCTBA Y aMEPUKAHIEB EBPOIIENICKOTO
npoucxoxenns — 1/28, appoamepukannes - 1/105,
asmartos — 1/261 [15].

B Espomne cpepnas pacunpocrpaneHHoCTh MB nipu
POX/IeHNM coCTaBiAeT okono 1/3500 [16], a anmpuop-
HBIIl PUCK CTaTh HocuTeneM MB ns denoBeka 6e3
ceMeliHOTO aHaMHe3a MB cocrasnser 1/30. Ecnu oba
YjIeHa Tapbl IPOXOAAT TeCTUPOBaHMe/ CKPUHMHT
C YYBCTBUTENbHOCTBIO BBIABNEHUA MyTanui 70%,
YTO MOXeT ObITh KOHCEepBaTUBHOI Mogensio B CFTR-
reTeporeHHbIx nonynanuax MB [Oxuoit EBpomsl,
CHU3UT OCTATOYHBII PUCK POXKAeHMs peberka ¢ MB
npuMepHo B 10 pas 'y 95% Bcex map. ITOT OCTaTOYHbIN
PUCK 3KBMBAJIEHTEH PACIIPOCTPAHEHHOCTY IIPU PO-
>KJIEHUY MHOTUX rOpasfio 6oree peKuX reHeTHIeCKUX
3a607meBaHMIL.

CkpunHuHT C ucnonb3osanueM 90% 4yBCTBUTENDb-
HOCTY OOHApY)KeHUsI BAPMAHTOB, UTO AB/IsIeTCA H0Mee
TIeTKO JOoCTIOKMMOI Lenbio B CesepHolt EBporne, cau-
3UT PUCK pOoXAeHMA pebeHKa ¢ MB B 100 pa3 y 94%
BCeX Iap, YTO SKBMBAJIEHTHO PaCIPOCTPAHEHHOCTH
IpY POXKAEHUM OY€Hb PEKMX IeHeTUYeCKNX 3aboe-
BaHmit. B pabore Castellani C. c coaBTOpaMy TOKa3aHbI

KOHTpOHb KayecTBa

MorekynsapHO-TeHeTHYecKiie 1ab0paToOpui, y4acTBy-
I0llJe B IpOrpaMMaX CKpMHUHTA HOCUTeNbCTBa MB,
IO/KHBL 61T aKKpenuToBaubl (ISO 15189 wiu sKBu-
BAJIEHT) U €XKETO/JHO Y4aCTBOBATDb B MEX/[YHAPOJHBIX
UCCTIeSOBaHMUAX KOHTposA KadecTBa (EQA) mo MB

IPOTHO3MpYeMble Pe3y/IbTaThl IPOrPAMMBI CKPUHIH-
ra HOCUTENIbCTBA C IPEeIIONaraeMoil 4acTOTO HOCH-
TenbcTBa 1/30 1 9acTOTOI BHIABNIEHNA MyTauuit 70%
1 90% [14].

B pabote Kucenepoit A. u coaBropos B 2020 roxy
[17] pyist BBIABIEHMSI T€TEPO3UTOTHOTO HOCUTEIBCTBA
BapuanToB reHa CFTR 6bi1a paspaboTaHa MHAMBH-
AyanbHasA MaHenb. ABTOpAMM IIPUMEHSAICA METOJ
TeHOTUIIVPOBAHMUA C UCIONb30BAHMEM CUCTEMBI
QuantStudio 12K Flex Real-Time PCR, koTopsiit
XapaKTepu3yeTcs BBICOKOI BOCIIPOU3BOANMOCTDIO,
CKOPOCTbBIO ¥ MMeET OTHOCUTENTbHO HU3KYIO CTOM-
MOCTb aHanu3sa. [IpenaraemMas nmaHeab NO3BONIIA
OJJHOBpEMEHHO aHa/IM3MPOBaTh 60 BapMAHTOB reHa
CFTR u Mo>xeT ObITb MCIIONTb30BaHA J/Is1 CKpMHIHTA
HocuTenbcTBa MB. ViccnemoBanue aBndeTcA eUH-
CTBEHHBIM IONYIALNOHHBIM UCC/IeIOBAHNIEM, Olfe-
HIUBAKOIMM JaCTOTy BapMAHTOB, aCCOIIMMPOBAHHBIX
¢ MB B Poccumn.

Cpenu 642 y4acTHUKOB NONYAIIMOHHOTO KOTOPT-
Horo uccnenosanus ESSE-Vologda 6p1710 BbIsiBIIEHO 23
Hocurenst MB. Becero 6b1/10 06Hapy»XeHO 6 MyTaHTHBIX
amneneir (F508del, L138ins, 394delTT, CFTRdele2.3,
R117H u G542X). 9ddeKTUBHOCTD BHIABIEHNA HOCH-
TeJielt C TOMOIIbIO 3TO IaHenu coctabuia 80,94%, 4To
6BIIO pacCYMTAHO KaK CYMMa YaCTOT BCTPEYaeMOCTH
BapUAaHTOB, BKIIOYEHHBIX B ITaHeJIb, CPel) OONbHBIX
MB o faHHBIM poccuiickoro peructpa MB 2017 roga
[18]. HacToTa reTepO3UrOTHOrO HOCUTENIBCTBA COCTA-
Bua 3,58% (1:28), oxxupgaeMas yactora 3ab601eBaHu A —
0,032% [17].

[3, 19]. ITaHenn MyTauuii JOKHBL OBITD JOKHBIM
06pa3oM BaIu/MPOBAHBL, @ Ta6OPATOPHBII KOHTPO/Ib
Ka4yeCTBa J{O/KEH OCYLIECTBIATHCS B COOTBETCTBUN
¢ pexoMerpanuaMu OpraHus3anyuy 9KOHOMUYECKOTO
corpynandectsa 1 pasutus (O9CP (OECD)) [14].

BepneHuve nap c NPOMeEXKYTOUYHbIM PUCKOM

CKpPUHMHT Ha HOCUTeNbCTBO MB 1MMeeT BbICOKYIO
LIeHHOCTD, ec/yt 06a Ye/loBeKa B Iape MMEKT OTPU-
LaTeTbHBII VIV TIOIOKNUTENbHBIN pe3ynbraT. Takue
[apbl MMEIOT M160 He3HAUNTENIbHBIN PUCK POXKEHIIST
pebenka ¢ MB, n160o puck poxaeHus peberka ¢ MB,
1 x 4 (25%). B mocnmenHeit cuTyanuu st mapsl OynyT
TOCTYIIHBI HECKOJIKO BapMAaHTOB PENpPOJYKTUBHBIX
petuennit [20].

Tem He MeHee, BO MHOTHUX C/Ty4YasAX BCTPEYAIOTCSA
Iapbl, B KOTOPBIX OAVH M3 TApTHEPOB MMeeT II0JIO0-
JKMTEIbHBIN PE3Y/NbTaT, a APYTOI — OTPUILIATENbHBII.
B Takux nmapax mapTHep C OTpUIIaTeIbHBIM TECTOM,
CKOopee BCero, He sABnAeTcA HocuteneM MB. OpgHako
y MapTHEPOB C OTPULIATE/IbHBIM Pe3y/IbTaTOM TeCTa
eCTb HeOOIBIIO OCTATOYHBIN PUCK HOCUTEIbCTBA,
U Y TAaKMX Iap PUCK POXAEHM OONIBHOTO pebeHKa
6oree TOYHO ompezeneH 61arofapsi CKPUHMHTY O
CPaBHEHUIO C IPEJII0/IaraeéMbIM PUCKOM JJO CKPMHIHTIA.
B BBHIIIEYIIOMAHYTBIX MOZIENIAX, KOT/Ia 4YyBCTBUTEIb-
HOCTb TecTa cocrabinseT 70%, pUCK TOro, 4TO y Iaphbl
«OIVH TMOJTOXNUTENbHBI/OANH OTPULIATETbHBI»

ponutcs peberok ¢ MB, cocraBut okoso 1/400. Ecin
4yBCTBUTENbHOCTD MOBbIaerca g0 90%, puck co-
CTaBUT 0K0710 1/1200 [14]. Ecnut mpefonoxXuTp, 4To
YyacToTa HocuTenbcTBa MB cocrasnser 1/30, a 4yB-
CTBUTENBHOCTD, YKa3aHHAsA BbILIE, 3aBUCUT OT TOTO,
MPOBOAUTCA /1M TECTMPOBaHME OTHOBPEMEHHO MU
MIOCIEf0BATENbHO, TO B TAKOI CUTYallMM OKaXKyTCs
2-6% map [20].

MO>XHO CHUSUTD OCTAaTOYHBIN PUCK IPU OTPUIIA-
TEeIbHOM TeCTe Y MapTHepa MyTeM IOBBIIIEHN A H-
dbopmaTuBHOCTY TecTa (YBeIMYeHN 0011ell YaCTOThI
BBIAB/IsIEMbIX BapuaHToB) [20,21]. IIpu nndopmarus-
HOCTU 96% Y TeCT-OTpUIIATEIbHOTO apTHEPa BEpPO-
ATHOCTb HACTYIUICHN S IIOPA>KEHHOI GepeMeHHOCTI
npuobIMKaeTcsA K alPMOPHOMY PUCKY Iap, He Ipo-
HIeIINX CKPUHMHT.

AJbTepHAaTMBHBIM BapMaHTOM ABJIAETCA 00C/IeNO-
BaHIe OTPUI[ATEIBHOTO MAapTHEpPa C MOMOIIBIO HoTee
4yBCTBUTENbHON MaHenu mytaunii rena CFTR, Bo3-
MOYXHO, aJJallITUPOBAHHOI K KOHKPETHOI 3THUYe-
cKoll rpynmne. JIeficTBUTeNbHO, B 3TOM ClIy4Yae TaKo
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mapTHep 60sblile TOAXORNUT A/l IPOrPaMMBI TECTU-
POBaHMA Ha HOCUTENbCTBO MB, yeM 114 IporpamMMbl
ckpuHMHra Ha MB. JleBAHOCTO NATK NPOLleHTHAA
YYBCTBUTENIbHOCTD CHU3UT PUCK POXKAEHMA pebeHKa
¢ MB y mapsr io 1/2300, ecin y mapTHepa OTpHUIIaTenb-
HBII pe3ynbTaT. VIHdopManua nepes TeCTUpOBaHNEM
TOJKHa MOlYepKMBATh 3TO OrpaHmyenne. Takas cTpa-
Terus fO/KHA ONTUMaTbHO NPUMEHATHCA 10 3a4aTu A
pebeHKa, YTO JacT 6OJIbIIe BpeMeH! AJIA IPOBeeHI
TaKOTO IOTEHIIMANTBHO TPYJOEMKOTO aHanusa. Ecin
BBIIICONMCAHHBII CLIEHApUII BOSHUKHET IIOC/Ie 3a4a-
THSA, TIAPY C/IefiyeT HalpaBUTb B CIIEIMANN3MPOBAH-
HBIil TeHETUYIECKUI LIEHTP, KOTOPbII MOXeT obecrre-
YUTb CBOEBPEMEHHOE MOJIEKY/IAPHO-TEHETUYECKOE
TeCTUPOBAaHME U HaJjIeXXalljee KOHCYTbTUPOBAHME.
Ilepen BHepeHMEM CKPMHMHIA Ha HOCUTENIHCTBO

PasnnuHble 3THUYECKNe rpynnbli

Y4eT pasnM4YHOro 3THMYECKOTO IPOUCXOXKAEHUA
Y4aCTHMKOB IIPOTPaMMbl CKpyHMHTa MB ABngerca
CJIOKHOJ 3a/ja4yell BBUALY CIOKHOCTY ONpefie/ieHn
STHMYECKOJ IIPVMHAJIEKHOCTH YenoBeka. Hammame
HECKOIbKIX 9THUYECKUX ITaHeTIel, COOTBETCTBYIOIIX
KaXX/IO¥l CUTYaI[y, HeBO3MOXKHO 13-3a 3HAUMTE/TbHBIX
TeXHIYEeCKVX U TOTUCTUYecKMX Ipobnem. Kpome Toro,
JaHHBIE 00 STHUYECKOI IIPUHAMITIEKHOCTI MOTYT OBITH
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MB opranmsanys, NpoBojALIas CKPUHUHT, TO/DKHA
TIATE/IbHO U3Y4NUTh, €CTh TN Y TeHeTUYECKUX CITYXKO
BO3MOXKHOCTD CIIPaBUTbCA C PaCTYIIMM CIIPOCOM Ha
6oree «rmy6oKoe» TeCTMPOBaHME Y ITap IPOMEXYTOU-
HOTO pucka [14].

XOTs TeXHMYECKM BO3MOXXHO JICIIONIb30BATh CKa-
HUpOBaHMe UNu cekBeHuposanue reia CFTR gnsa
IIePBMYHOrO CKPMHMHIA BTOPOTO NapTHepa B Iape,
€C/IM TIePBLIl OKa3bIBAETCA HOCUTE/NEM, CylleCTBYeT
PUCK BbLsABNIeHMA BapuaHTOB reHa CFTR HensBecTHO
3HAYMMOCTH 1, KaK CTIeICTBJE, HEBO3MOKHOCTM Ilepe-
[aTb TOUHYIO MHGOPMALIMIO STOMY Ye/TOBEKY.

IToatomy C. Castellani c coaBropamu B 2010 rogy Ha
TOM 3Talle 3HaHMIT He PEKOMEeHI0Ba/Ii UCIIOIb30BaTh
CKaHMPOBaHMe I/MN/V CEKBEHVPOBaHMeE ITOTTHOTO T'eHa
CFTR B mporpaMMe CKpMHMHTa HOCUTeNnbcTBa MB [14].

HEJOCTYIHBI, HETOYHO COOOIIEHBI CAMUMMU JIIOIbMU
VI He MOTYT OBITh COOPAHBI B COOTBETCTBUY C MECT-
HBIM aHTUAVICKPYIMIHAIIIOHHBIM 3aKOHOJATENbCTBOM
[22]. CKkpMHUHT Ha reorpaduyecKy /U 3THUYECKN
crnennudrueckne MyTaluy MOXeT OBITh IPOBefeH
B Ka4yecTBe BTOPOTO IlIara B CIy4ae BbIABIEHMA HOCH-
TenbcTBa MB y ofHOrO 113 mapTHepoB [23]. 910 TaKKe
TpebyeT BpeMeHY 1 IPEKOHIIEIIMOHHOTO II0AXO0/a.

B3aumocBasn mexay CKPUHUHIOM Ha HOCUTENbCTBO

N HEOHaTa/lIbHbIM CKPUHVHIOM

B nonynAumax, rae CKpMHMHT HOBOPOXKIeHHbIX Ha MB
IIpeJi/IaTraeTcs HOBCEeMECTHO, IIapbl, PACCMAT PUBAIOIIIe
BO3MO>XHOCTH IIPEHATaIbHOTO TECTMPOBAHMSA Ha HO-
CUTENIbCTBO, IO/DKHBI ObITb OCBEJOMJIEHBI O CKPYHUH-
re HOBOPOXK/I€HHDIX 11 O Pa3HBIX LIeJIAX KaXK/IOTO CKPY-
HUHTOBOTO TecTa. [leTn, poXXJAeHHbIe OT pOAVTeNel,
KOTOPbIe NTPOIJIN TPEHATA/IbHBI CKPUHUHT Ha HOCH-
TENbCTBO, BCE PABHO JOJKHBI IIPOMTI CKPMHMHT HO-
BOPOX/ICHHBIX, TIOCKO/IbKY GOJIBIIMHCTBO IPOrPaMM
CKPVHMHTA HOBOPOXX/I€HHBIX NIPeJIaraloT CKPYHMHT
Ha MHOXXeCTBO 3a60/IeBaHMIL, ¥ OH MOXKET BBISBUTD
MIafieH1ia ¢ MB, mponyueHHOro npu CKpMHMHTE Po-
nuTenell Ha HocuTenbcTBo MB. ManoBeposATHO, 4TO
OXBAaT CKPMHMHIOM Ha HOCUTEIbCTBO VIV MHPOpMa-
TUBHOCTb IIPOBOJMIMOTO MOTIEKY/IAPHO-T€HETIYeCKOTO
MICCIIe[OBAHMsI KOTAA-T60 YBeIMdIaTcsi HaCTONbKO,
4TOOBI OTKA3aThCsI OT CKPMHMHTA HOBOPOXK/EHHBIX
Ha MB.

CeMbsM OONBHBIX AeTell, y KOTOPBIX AMAarHO3 OBLI
YCTaHOBJIEH B XOJle CKPMHIHIAa HOBOPOXKIEHHBIX, ITPef-
JlaraeTcs reHeTMYecKoe KOHCYIbTUPOBaHMe. AHamu3
MyTalLuil Y POACTBEHHUKOB laeT HoJiee BHICOKUIT pe-
3y/IbTaT, YeM CKPMHJHT Ha HOCUTEIbCTBO B 00wt
HOIY/ALMY, KaK U3-3a 60JIee BBICOKOTO allPMOPHOTO

PMCKa HOCUTENbCTBA, TaK U 13-3a O0TIbLIEN OCBEIOM-
JIEHHOCTY O Ba)XHOCTM Te€CTa B CEMbAX, MMEIOIINX
JIMYIHBIN onbIT 3ab0meBanust MB. Hecmotpst Ha 37O,
60/BIIMHCTBO AeTelt ¢ MB poxpaoTcs B ceMbsix 6e3
ucropun MB, n oxxupaercs, 410 ceMeliHOe TECTUPOBa-
HIe IT0C/Ie CKPMHIMHTa HOBOPOXK,eHHbIX OKa)KeT INIIb
HebobIIOE BIUAHME Ha 3a60omeBaeMocTh MB [24].

B 3aBucuMMOCT) OT IPOTOKOJIA, COIIACHO KOTOPOMY
MIPOBOAMTCS CKPMHVHT HOBOPOJK/J€HHBIX BBIAB/IACT-
Cs pa3INMYHOE KOJINYECTBO JI0XKHOIIOIOXUTETbHBIX
Pe3ynbTaToOB, KOTOPbIe OOBIYHO OKAa3bIBAIOTCS HOCH-
Tenamu [25, 26].

CKpUMHUHT HOBOPOXXIE€HHBIX Ha MB u ckpuHuMHT
Ha HOCUTEIbCTBO BBIIIOTHAIOT B3aMMO/[OIIO/TH A0 Ve
(YHKUMM, M HY Of{MH U3 HMX HE MOXXET 3aMEHUTD APY-
roit. B oTim4me 0T CKpMHMHTA HOBOPOXIEHHbIX, CKPH-
HUHT Ha HOCUTETHCTBO MO3BOJISIET CleIaTh OCO3HaH-
HBIIl PEIIPOAYKTUBHBII BEIOOP 10 pOXK/ieHMsI pebeHKa
¢ MB. CKpMHMHT Ha HOCUTEIbCTBO MOXXET IPUBECTHU
K 607Iee paHHEMY 00pallleHIIO ieTell 3a MeMIIMHCKOM
IIOMOIIBI0, YeM CKPMHVHT HOBOPOXXAECHHBIX, HO IIpK
3TOM OyJeT IpoIylLieHo 60bllee KOMNIEeCTBO AeTeit
c MB.

BnuaHne ckpuHmnHra Ha HocutenbcTteo MB
Ha 4YacToTy poXaeHusa 6onbHbix MB (oTaenbHble NCCefoBaHMA)

Eme B 2012 ropy yuenbimu u3 bperann (Ppannmus:)
[27] 6bLnyu M3y4eHBI BpeMEeHHbIE TEHJeHI[UI B 3a-
6oneBaeMocty MB 3a JnTenbHbII Iepyof, (CaMBblit

NIPOJODKUTETBHBIN U3 UMEIOIIVXCS Ha TOT MOMEHT:
35 net, 1975-2009 rr.) B pernone, rae MB BcTpe-
yaercs yacto (Bperanp, 3anagHas ®paHuus), rge
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HEOHATa/NbHBIi CKPUHUMHT IPOBOAMIICA B TeUEH e IIN-
Te/IbHOTO BpeMeHM (¢ 1989 rofa), HO Tie CKPMHMHT Ha
HOCHTETbCTBO (KaK IPEKOHIICIIIMIOHHBI CKPYHIIHT,
TaK ¥ IIPeHaTaIbHbI CKPMHIHT) He TPOBOVIICA.

B manHOe MccnenoBaHue ObIIM BKIIOYEHBI MAIM-
enTbl ¢ MB, pogusmuecs B bperanu B nepuog ¢ 1 an-
Baps 1975 ropa no 31 gexabps 2009 ropa (n = 483).
BpeMeHHBIe TEH/ICHIINM B 3a00/1eBaeMOCTH OBIIN U3Y-
YeHbI C IOMOIbI0 perpeccun IlyaccoHa 1 B OCHOBHOM
BBIPa>KEHBI C IOMOIBIO CPETHETO ISMEHEHN A, BbIpa-
>keHHOTO B npouenTax (APC).

ABTOpaMIM BBIABJIEHO, YTO CpeJjHee YMCIIO MallieH-
TOB, POXKJAIOIMXCA KaXK/blil TO/l, CHU3UIOCH C 18,6
B KoHIe 1970-x rogoB (nepuox 1975-79 rr.) fo 11,6
K 2009 roxy (mepuop 2005-09 rr.). COOTBeTCTBYIOLIVE
rmokasarenu 3a601eBaeMOCTy CHUSUIUCH ¢ 1/1983 mo
1/3268, 4yto mpencraBiseT co60iT CHIDKEHME TOYTH Ha
40% mexpy sTumu aBymaA nepuogamu (APC =-39,3%,
95% CI =-55,8% 1o -16,7%, p = 0,0020). YeTkast Touka
IepeioMa B ypOBHe 3a60/1eBaeMOCTY HabMofanach
B KoHIle 1980-x ronos (p < 0,0001). OpHaKo ¢ TeX HOp
ypOBeHb 3a60/IeBa€MOCTH OCTAETCS JOBONTBHO CTa-
6unpubiM (romosoit ITIK = -1,0%, 95% OU = -3,0%
1o 1,1%, p = 0,3516). Takum ob6pa3om, aBTOpaMu
MO/YepPKIBAETCsA, YTO BpeMEHHbIe TeHeHI[ NI, Ha-
6n10aeMble B ypoBHe 3a60/1€BaeMOCTH, 3aBUCAT OT
HONMUTUKM 3[,paBOOXPaHEHMN, TPOBOAMMOI B MCCIle-
IyeMoli OIyNAL UM (T.e. CKpUHIHT HOBOPOX/IeHHBIX,
NpeHaTaTbHaA AMaTHOCTNKA, CKPWHUHT HOCUTENb-
CTBa U T.Ji.), @ TAKXKe OT XapaKTePUCTUK NOMY/IALNN
(T.€. ypOBEHb HOCUTEIBCTBA, KY/IbTyPHOE OTHOLIEHME
K IIPeHaTa/lbHOI IMaTHOCTUKeE U MPephIBaHNUIO Oepe-
MEHHOCTH, YPOBEHb POXAEMOCTH 1 T.J.) [27].

BrisiBIEHHOE CHM>KEHVE YaCTOThI POXK/IEHNUA eTel
¢ MB nocne BHEIpEHMA IPEHATANIbHO IMATHOCTUKA,
B HAaCTOsAIIee BpeMs OCTAeTCs JOBOIBHO CTaOM/IbHBIM.
EpuHCTBEHHOIT CTpaTerueit, KOTopas MOrIa 6l Cylie-
CTBEHHO M3MEHUTDb TeKyLIyIo 3aboneBaeMocTs MB,
ABNIAETCA PyTUHHBIN CKPUHMHT HAa HOCUTENILCTBO Cpe-
AU TIap, INIAHMPYIOIUX 6epeMeHHOCTh. Peamusanys
TaKOJi IPOTpaMMBbI OKa3asjiach yCIEIIHOM B CHYXe-
Huu 3abonepaemocty MB B mrate Maccauycerc [28]
B CIITA unu B CeBepHoit Utanun [29]. Yny4menne
BBDXKMBAEeMOCTU malueHToB ¢ MB, a Tak>xe MmeTo-
Il BCIIOMOTATeNbHOM PEeNpPORYKIIMM JOMKHBI 110-
MOYb MU3MEHUTD IUHAMUKY 3a00/IeBaHUA B Oy yILeM.
ITosToMy 04YeHb Ba>KHO MPOJO/I>)KaTh MOHUTOPWHT
32060/71€BaeMOCTH, YTOOBI MMETh BO3SMOXXHOCTD J€-
JIaTh HaJieXKHble IPOTHO3bI pa3BuTuA 60me3Hn. Takxe
KpaliHe Ba>KHO MOfiep>KMBaTh 1 HApall[MBaTh yCUINA
[0 yIyYLIEHMIO KTMHUYECKOTO BeJIeHNs U KadeCcTBa
JKM3HY MalMeHTOB.

B pabote C. Castellani ¢ coaBropamu B 2015 rogy
6blTa JaHa OL[eHKa BIMAHMA CKPYHJHTA HOCUTETbCTBA
MB Ha TeHJeHIIMM PaCIPOCTPAHEHHOCTH POXK/AeMO-
cTit 1 9P PeKTUBHOCTb HEOHATATBHOIO CKPUHUHTA,

O6meH nHpopmauyumen

Xopol110 N3BeCTHbIE IPYHIMIIBI KOMMYHMKAL VY Me-
10T 0cob0€e 3HaueHme s TiIa nudpopmarum, Heob-
XOZIMMOJ IJIst IPOrpaMM CKpUHUMHTa HocuTeneit MB.
IMoTeHIMa/IbHbIE YYACTHUKY MOTYT OBITh HE3HAKOMBI
Hu ¢ MB, Hu ¢ rexHonmoruen [JJHK u ux mocnenctBusiMu.

CpaBHMB [IBa UTATbAHCKUX PETMOHA; CKPUHMHT HO-
CHTeNbCTBA IPOBOANICA B BOCTOUHOM pernoHe (ER)
U He IPOBOAMIICA B 3amajHoM pernone (WR) [29].
ABTOpaMM aHAIM3MPOBANNCH CIERYIOIIVE JaHHbIE:
€)XeroflHOe POKJieHMe MIajieHleB ¢ MB, moxxHomnono-
SKMTEe/bHbIE Pe3y/NbTaThl HEOHATAIbHOTO CKPUHMHTA,
HeoIpeJie/leHHbIe MAaTrHO3bl II0C/Ie HEOHATATbHOTO
CKpMHMHTA (OTPaHIYHbIE XTIOPUABI IIOTA), TPOBEMIEH-
HbI€ TECTBI Ha HOCUTE/TbCTBO ¥ BbIABJIEHHbIE HOCUTENN
OTC/IEXUBAMNCD B iepuogp 1993-2013 rr.

B 0611eit c7o>XHOCTY OBLIO BBISIBIIEHO 259 HOBOPO-
>kpeHHbIX ¢ MB. B ER 6b1710 BeIsiBeHo 150 map ¢ Ho-
curtenbcTBoM. CpefjHerofj0Boi MPOIeHT CHYKEHNA
gacToThl MB coctaBun 9% Ha 10 000 HOBOPO>XIEHHBIX
(P = 0,002) u 6611 Boile B ER (15%, P = 0,0008; WR
1%, P = ns). ITo onenkaM, yactrora MB B WR cocraBs-
nana 1/3589 HoBopoxmeHHBIX B 1993 roxy u 1/3870
B 2013 roxy; 8 ER - 1/2730 B 1993 roxy u 1/14200
B 2013 roay. Yacrora poxxaenns ¢ MB B ER obparHo
KOppenupoBaja ¢ KOIM4YeCTBOM BbIABIEHHbIX Map
Hocureneit (P = 0,0032). CooTHOLIEHYE MEXAY CITY-
yasgMy MB 1 nonoxuTenbHbIMM pe3y/bTaTaMy He-
OHATaJTbHOTO CKPVHMHTA 3HAYNTEIBHO CHU3NIOCH
B ER (1,6%, P = 0,0001), nHo He 8 WR. CooTHo1IEHKE
MeX/Ty YMCTIOM JieTell C HOTpaHMYHBIMYU 3HAaYeHUAMMA
X7OpUJOB B TToTe U cnydaeB MB ysenuunnocs 8 ER
(P =0,008), Ho He B WR (P = 0,1). BoiBogbl: CKpMHUHT
Ha HOCUTE/IbCTBO OBIJI CBA3aH CO CHVDKEHMEM JaCTOTHI
MB npu poxaeHum.

B pa6ore Stafler P. c coaBropamu [30] coobianocs,
YTO MOMYIALMOHHBIN CKPMHUHT Ha HOCUTENbCTBO
HocTyIeH B VI3pane ¢ 1999 ropa 11 moBceMecTHO Cy6-
cupupyetcs ¢ 2008 roga. PeTpocrekTuBHBIIT 0630p
TOCYHapCTBEHHBIX 6aHKOB JaHHBIX, HAIIVIOHAIbHOTO
peructpa MB u nenTpos MB BbIsABUII, YTO 9aCTOTA
MB na 100000 >XMBOPOX/IEHHBIX CHU3MU/IACD C 14,5
B 1990 roxy mo 6 B 2011 rogy. B 2004-2011 rr. 651710
3aperucTpUpoOBaHoO 95 ciayyaes poxxaeHus gereii ¢ MB:
Y 22 MCTIONb30BAJICA NONY/NIALVOHHDINA CKPMHMHT Ha
HOCUTEIbCTBO; 68 (72%) MMenu 2 M3BeCTHbIE My TAL[UI
CFTR;y 37% — MYKOBUCIIUO3 IIPOTEKAJI C COXPAaHHOI
9K30KPMHHON QYHKIIVEI MOIKETyOUHOI XKee3bl.
Tpunuarp yersipe (36%) 6puin apabamu u 19 (20%)
OPTOJOKCa/IbHBIMU €BPeAMMU, 110 CpaBHEHUIO ¢ 20%
1 8%, COOTBETCTBEHHO, B 00111€i1 nonynsanyy. Takum
06pa3oM, IO YIALMOHHBI CKPUHMHT HOCUTETbCTBA
MB cHusun poxxgaeMoctb 601bHBIX MB, 110 MeHb-
nreit Mmepe Ha 50%, COr7TaCHO JAHHBIM O IIPEepbIBAaHUA
6epeMeHHOCTH, CO CABUIOM B CTOPOHY 60J/Iee MATKUX
MyTaLMif, HO €r0 YacTO M36€raioT 10 KYIbTypPHBIM
npuunHaM. IIocKoNIbKy IpM NOCTAaHOBKE MarHO3a
y LieTell perylisAapHO BBIABIAETCA TAXeNasd CTENeHb
3a00/IeBaHMA, aBTOPBI IIpe/IaraloT c6aaHCUPOBaH-
HBIJI OJ X0/, MCTIONb3YOINI KaK IONMY/IALVIOHHBI
CKPMHMHT HOCUTENbCTBa MB, Tak 1 CKpMHMHT HOBO-
POXTIE€HHBIX.

I/ OfHUX CKPMHMHT Ha HOCUTeNbCcTBO MB faeT Bo3-
MOXHOCTb MONTY4YUTb NHGOPMALNIO O TEKYIIeil MIn
6ymyuieit 6epeMeHHOCTH, B TO BpeMs KaK y [PYTUX OH
MOYXET BBI3BAaTh TPEBOT'Y M/IV IOTPEOOBATD IPUHATIS
[ICUXOJIOTMYeCKU TPYAHOTO peweHus. ObpasoBaHme
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UrpaeT BaXKHYIO PO/Ib B JOCTIDKEHUY OCO3HAHHOTO
BBIOOpA U B IPeBUACHNN MHAVBUYaTbHbIX 9MOL-
OHaJIBHBIX PeaKIUIL.

SddexTrBHOE M CBOEBpeMeHHOE NH(POPMIUPOBa-
HUe IOTeHIIMaIbHBIX YIaCTHIMKOB O CKpMHIHTE Ha
HOCUTENbCTBO MB MoXeT 6bITh 3aTPYJHEHO II0 Le-
JIOMY PAAY IpUYUH (HaIpuUMep, MPeIATCTBUA 151
BBIAB/ICHN JIUII U MAp, IPMHAAIEKAIINX K LIe/IeBOIt
HONYNALMM, OTPAHNYEHHbIe 3HAHNUA CPei MefiN-
IHCKUX PaGOTHNUKOB I, Yallle BCEro, OTCYTCTBYE MIIN
HeJJOCTAaTOK BpeMeHM AJIsI 06CYXXAEeHUs BOIPOCOB
JIMLIOM K JIUITY).

STOT pasfiesl OCHOBAH Ha YeThIpeX OOLINX IIPUH-
LyIax:

1. ITepBOHaYaIbHYI0 MHPOPMALIMIO O CKPUHIHTE Ha
HOCUTENbCTBO MB yydlre Bcero npefocTaBaATh
B IJICbMEHHOM BI/Jie, B BUJle IMCTOBKY M 6omee
o po6Hoii 6pouropst. IIncbMenHas nHGOPMAIs
IO/DKHA OBITH IPeACTaB/IeHa TAKMM 06pa3oM, ITO-
OBl ee OBI/IO 1ETKO BOCIIPUHSATD, C ICIIONb30BAHUEM
CTPYKTYPUPOBaHHOTO, YeTKOTO J IOHATHOTO A3BIKA.
ITpyu HEOOXOAUMOCTH C/IeAyeT 06eCIIeYNTh OYHOe
cobecemoBaHue.

2. BaxxHO, 4TOOBI OpraHM3aL Ny, IPOBOAAIINE CKPU-
HUHT: (a) paspaboTanu CHelaabHYI0 BeO-CTpaHN-
I[y MIM YCTaHOBIU/IM CCBITIKY Ha «OUIIMaTIbHbI»
Be0-CalilT, Ijje IOTEeHIMaIbHbIE YIaCTHUKY MOTYT

experimental & clinical gastroenterology | N°204 (8) 2022

HOMYYUTh HOCTYII K ZOCTOBEPHOII U IPOBEPEHHOI
nuopmanuy, u (6) ykasanm HoMep TenedoHa s
CBSI3M C HOTEHI[MA/IbHBIMY Y P€a/IbHBIMU Y4aCTHMU-
KaMI IPOrpaMMbl CKPUMHMHTIA.

3. BoBpems 1:060r0 yCTHOTO OOLIEH S MEAUIIMHCKIE
PabOTHMKY JOMKHBI YTOYHUTH YOEKAEHM A, orace-
HUSA, OKUAAHUSA ¥ BOIPOCHI IPUHATHS PeIIeHNI
YYaCTHIIKOB, a TAK)Ke OIPefeINThb U 3apYIUTHCS
HZOIOTHUTENBHBIMIU PECyPCaMIU U MOALEPXKKOIL,
€CJ/IM 3TO HEOOXOMMO.

4. Jlropsam HeobxoxuMa cbamaHcupoBaHHast MHOOP-
MaIus O KM3HU ¢ 3a00/IeBaHNsAMM, Ha KOTOpPbIe
npoBogutcs TectuposaHue [31]. CnegoBarenbHo,
MeJUIMHCKMEe paOOTHUKY TOKHBI 06/1ajaTh ak-
Tya/JbHBIMU 3HaHUAMHU O MB, BK/II04asi OCHOBHbIE
MPUHIUIBI TeHeTUKM MB 1 CKpuHUHTa Ha HOCK-
TEJIBCTBO, & TAK)KE PsIJ MICUXONTOTMYECKIX, COLIH-
QJIbHBIX U 9TUYIECKUX BOIIPOCOB, KOTOPbIe MOTYT
BO3HUKHYTH B CBSI3M C 9TUM.

Opranusanuu, NpoBoJAlMe CKPYHIHT, JOMKHDBI
OLIEHUTDb BO3MOXXHOCTD MCIIONTb30BAHMA UHTEPAK-
TUBHOI KOMIIBIOTEPHOI JOCTaBKY MHPOPMALIUY /1A
NpefoCTaB/IeHN A Ha4yalbHO UM NPEATECTOBON MH-
¢dbopmanyu, MHOTHe 13 KOTOPBIX B HACTOALIee BpeMs
HAaXOAATCA B cTafuy paspaborku (Hampumep, http://
comex.presentation.it/) [31,32].

O6yueHne MeaNLMHCKNX pabOTHMKOB,
y4yacTBYOLWUNX B NUHPOPMMPOBAHNM NOTEHLMANbHbIX YYaCTHUKOB

HecMmoTps Ha peKOMeHJal Uy O TOM, YTO TIEPBOHA-
JajbHasAg MHGOPMALVA /IS yIaCTHUKOB JOKHA OBITH
IpejCTaBjeHa B IMCbMEHHOM BUJi€, HENIPEPHIBHOE
o0y4eHNe IPaKTUKYIOLMX Bpadell U OLleHKa MX KOMIIe-
TeHLMU ABNAITCA XU3HEHHO BaXHBIMU A1 obectie-
YEeHUs YCIEeIIHOM pealn3ayuu IporpaMM CKPMHUHTA

Ha HocuTenbcTBOo MB [33]. OTBeTCTBEHHOCTD 3a 00e-
CIIeYeHMe TAKOTO 00YUYEeHNs 1 ero HOHMMAaHUe JIEKUT
Ha OpraHM3aLuy, NpoBojsAllelt ckpuHuHr. Hanbonee
3¢ exTUBHBIM cIOCOO0OM OXBaTa MEAULIMHCKNX pa-
6OTHMKOB MOTYT OBITH JIETKOJOCTYIIHbIE CPEACTBA
06y4enus Ha 6a3e VIHTepHeTa

UHPopmMmupoBaHme n npoceeLleHne WNpPOKom o6LWwecTBEHHOCTH

Oprannsanum, paccMaTpUBAIOLIVe BO3MOXXHOCTb IPO-
BefleHM A IIporpaMMbl cKpuHMHra MB cpenn Hacene-
HYA B L[e7IOM, 00513aHBI IIOBBICUTD OCBeJOMIEHHOCTD
0 MB u crioco6¢TBOBaTh GOPMUPOBAHUIO PeaTNCTUY-
HOTO NpEe/ICTAaBNEeHN O 3HAYEHNM HOCUTENbCTBA pe-
LIECCUBHO MYTally ¥ 3TUYECKUX BONPOCAX, TAKUX
KaK CBOOOJIa penpofyKTUBHOTO BeIOOpa (Hampumep,
depe3 CPefiCTBA MACCOBOI MHGMOPMALIVIN MV B PAMKAX

IIKOJIBHOI IIPOrpaMMBI, 06y4eHNs OMOMOTrnn/TeHe-
Tuke) [34,35].

CreoBaTeIbHO, MOXXHO CHUSIUTD BO3MOXKHBII PUCK
COIIMANIbHOTO aBJIeHVA B OTHOIIEHUN JICIIONb30Ba-
HUA CKPYHUHTOBBIX TeCTOB. MO>KHO IpeXOCTaBIATD
MH(POPMALINIO O FOCTYIHOCTY CKPMHUHTA Ha paboyeM
MecCTe U B COOOIIECTBE.

O6paueHune K LeneBon rpynne HaceneHus

OueHb BOXXHO, YTOOBI IIOTEHIIMA/IbHbIE YIACTHIKY TOHS-
JIN, YTO CKpUHMHT Ha MB — 3T0 Bompoc mr4Horo Beropa.
BpI60p B II0/1B3Y CKPYMHIHTA JOJ/DKEH OBITh OCHOBAH Ha
3HAHUAX, PACCMOTPEHNM IIPeUMYIeCTB, OTPAaHNYEHN]],
HeIOCTATKOB, TMYHBIX B3IJIAIOB U IIEHHOCTEI.
IonynAuMOHHBIN CKPMHMHT Ha HOCUTENbCTBO MB
B II€JIOM aCCOLMUPYETCSA C OTHOCUTENBHO BBICOKOI
pacpoCTpaHEeHHOCTbIO, IO3UTUBHBIM OTHOLICHUEM,
MpaBM/IbHBIM TOHMMAaHMEM CTaTyca HOCUTEN, a TaK-
K€ OTCYTCTBMEM JO/ITOCPOYHOTO ICUXOIOTNYECKOr0
Bpefa. XOTA NPenATCTBUA [/I PyTUHHOTO BHEJJpeHNA

CKPUHMHTIA Ha HOCUTENbCTBO MB cpenu HaceneHusa
CyIIEeCTBYIOT, OHUM He AB/IAITCA HEIIPEONONUMbBIMMU.
ITo-BuaMMOMY, HeT HUKAKUX IICUXOCOLMa/IbHBIX IPU-
YIMH, 10 KOTOPbIM CKPMHUHT Ha HOCUTeNbcTBO MB
B IIONY 1AL, He JOJDKEH CTAaTh YacThIO PETy/IAPHOTO
MeIMILMHCKOTO 06cmy)uBaHu [36].

Tak B3pOC/BIM NallMeHTAM U POAUTENAM HeTeil
¢ MB B Benbrun 6si1a mpejioxeHa NucbMeHHas
aHKeTa C 1Ie/bI0 M3Y4YEeHM A OTHOIIEHNU s YIaCTHUKOB
K CKPMHUHTY Ha HOCUTeNbCTBO MB 1 cBA3aHHBIM
C 3TUM PeNpOAYKTUBHBIM BonpocaM. Vccnenyemasn
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HONy/IALMA OblIa HabpaHa U3 HAI[OHATBHOTO Pern-
cTpa mauueHtosB ¢ MB n Bkmrowana 111 yenoBek (64
poxuTens, 47 maneHToB B BO3pacTe 16 jieT 1 cTapiie).
bonee 80% Bcex y4acTHMKOB BBICKa3aayuCh 3a IPoO-
BefleHMe CKPMHVHTA Ha HOCUTeNnbcTBO MB f10 3aua-
tust. OTHAKO HEKOTOpbIE U3 HUX ObLIN 06€CIIOKOeHbI
MOTeHI[MaTbHbIMM HETaTUBHBIMU MOCTEACTBUAMU
HOMY/AIIMOHHOTO CKPMHMHTA Ha HOCUTENbCTBO MB.
Yro kacaeTcs 6yAyInX peIpORYKTUBHBIX HAMEPEHNIL,
43% y49acCTHMKOB OTMETW/IN Ke/laHUe UMETh fleTell.
Cpeny HuX IpeMMIUIaHTaIlMOHHAA TeHeTUIecKas [1-
aTHOCTMKA OKa3ajlach Hanbojee MpeIouTUTeIbHBIM
PenpofyKTUBHBIM BapMAHTOM, 3a KOTOPBIM C/IefloBaIN
CIIOHTaHHas1 6epeMeHHOCTb 1 IPeHaTaIbHAs UATHO-
CTMKa. XOTA pe3ynbTaThl UCCIE0BaHNA TIOKa3a/IMn, ITO
HNalMeHThl M PORUTENN JieTelt ¢ MB nmopgepxupaioT

NHdopmunposaHmne yyacTHMKOB

1. npopmanyus neped mecmuposaruem
Ilenb npegocTaBieHyst MHPOPMALNY TIEPe]] TECTUPO-
BaHMEM — IIOMOYb y4JaCcTHUKaM IIOHATD IIPOLIECCHI, I10-
TEeHIIVIaJIbHbIE HpeI/IMyH_[eCTBa U OTpaHUYEHN, & TaK-
JKe€ TIOCIENCTBMA KaXKIOTO BO3MOKHOTO pe3yiibTaTa.
ITO ABNAETCA HEOTHEM/IEMOI YaCThIO Iony4eHns Haj-
nexalyM 06pasoM MHGOPMIPOBAHHOTO COTIACHA.
ITpenocTaBnenue nHpOpMany mnepes CKPMHMH-
rOM OpraHM3anuell, IpOBOAAILeHl CKPUHMHT, JaeT
BO3MOXXHOCTb y6e;[U/ITI)CH B TOM, 4YTO IPE€NOCTABJICH-
Has MHGOpMaL M NOATBEP)X/ieHa I 3aBepeHa HaJiex-
HBIMU UCTOYHMKaMM 1 BCEMU COOTBETCTBYIOIMMMU

2. Coenacue Ha mecmuposarue

Ba>xHO, YTOOBI 6LITTO TPEFOCTABIEHO JOCTATOYHO
BpeMeHM /I PaCCMOTPeHNUs pAfa GU3MIECKIX, SIMO-
LMOHAIPHBIX ¥ MOPA/IbHBIX BOIIPOCOB, IPUCYIUX
CKPUMHUHTY Ha HOCUTEeNbCTBO MB. B cBA3U ¢ sTuM
IPOrpaMMbl JO/KHbI IPEJyCMaTPUBaTh BPEMA MEX]Ty
«MHPOPMUPOBAHNEM» MOTEHIIMATBHBIX YYaCTHIKOB
u faveit cormacusa. CKpMHMHT Ha HOCUTENBCTBO MO-
KeT OBITD IIPefI/IOXKEH TOMbKO IMIAM, CIIOCOOHBIM

3. ITocnemecmosas ungopmayus
Llenp mocneTecTOBOro MHPOPMUPOBAHUSA — CBOEBPe-
MEHHO I [Ie/IMKATHO COOOIIUTD yIaCTHUKAM Pe3y/IbTaT
tecta. VIHpOpMAINs IOCIe TECTUPOBAHMS LODKHA
6BITH HENIOCPEACTBEHHO CBsI3aHa C pe3y/IbTaTaMu
CKPMHMHTA, C U3JI0KEHNEM BOIIPOCOB, KaCaKOI[MX-
CS1 OCTATOYHOTO PUCKA, M BO3MOXKHBIX JJa/IbHEMIINX
maros [23]. JTabopaTopusiM HEOOXORNMO COOOIIUTD
pe3y/nbTaT COOTBETCTBYIOLIEMY MOCTABUINKY Me-
AUIVHCKUX YCIYT, KOTOPHIiT 3aTeM MHPOpPMUpPYeT
YYaCTHUKOB. B KaueCTBe albTepPHATUBBI Pe3y/IbTATHI
MOTYT OBITH OTIIPABJ/IEHBI 10 I0YTE KaK IIOCTABIIUKY
MeUIMHCKHUX YCIYT, TAK M YYaCTHUKAM.
TeHeTUYeCKOE KOHCYIBTUPOBAHNE JOIDKHO OBITH
HACTOATEIBHO PEKOMEHJOBAHO IIapaM C «HOCUTENb-

HONY/IALMOHHYI0 IPOTPaMMY CKPMHMHTA Ha HOCK-
TenbcTBa MB, OHM TakyKe MOAYEePKUBAIOT HEKOTOPBIE
BOIIPOCHI, 3aC/Ty>KMBaOIie 0CO60T0 BHUMAHNUA IIPU
peannsanmm Takoit mporpamMmsi [37].

B aBcrpanmiickom uccnegosanun 2015 ropa cpegu
6epeMeHHBIX >KEHIIMH, OTKA3aBIIUXCs OT CKPUHIHTA,
6071e€ TIOJIOBMHBL He XOTe/ Obl IpepbIBaTh GepeMeH-
HOCTB 110 T0BOAY MB. DT1Ka npepsiBaHus 6epeMeHHO-
CTU B YC/IOBUSAX, KOIZIa CPeIHAA IPOJOIDKUTEIBHOCTD
YKM3HJ HOBOPOXX/IEHHOTO CETOf{HA TPOTHO3VIPYeTCA Ha
ypoBHe 50 j1eT 1 BBILIIe, SIB/ISIETCSI BKHBIM BOIIPOCOM
mst 06¢yxpenust. PereHne o coxpaneHnu 6epeMeHHO-
ctu ipu MB, BeposiTHO, 6yzeT BO3pacTaTh 110 Mepe I0-
sanerns1 HoBbIX CFTR-MOLyIATOPOB 1 MX JOCTYIHOCTI
JTIOZIAIM C MYKOBUCIVMI030M. VIHTpUTYIOLIe, HO TedeHne
CKOPO MOXKET CTaTh JOCTYIIHO Y>Ke BHYTpUyTpoOHO [38].

3aMHT€PECOBAHHBIMM CTOPOHAMM IIPOIPaMMBbI CKPHU-
HuHra [23]. IIna Toro yTo6s nHpopManys O6blIa mos-
HOCTbIO pellpe3eHTaTUBHOI, HallMOHa/IbHbIe OpTa-
Hu3anuu 1o MB u rpynmnsl nognep>xKu IaqueHToB
TOJIKHBI yYacTBOBATb B HAIIMCAHUM U YTBEPKIAEHUN
BceX MH(OPMALVIOHHBIX TEKCTOB.

MHorue MeMIIMHCKIE YIPEX/eHN A, HallMOHAb-
Hble acconmanuu MB u pyrre opraHusanunm npe-
BOCTaB/IAIOT MHPOPMAIINIO O CKPUHMHTE Ha HOCHK-
Te/IbCTBO.

[aTb Ko6poBONbHOE MHGOPMIPOBAHHOE COTTIACHE.
PexoMeHpayercs 0GOpMIIATD COI/IacHe B INCbMEHHOM
Bupe. Ecniu mporpamMma CKpUMHMHTIA JJOIIYCKAeT BO3-
MOXHOCTD BbIOOpa B paMKaX IIPOTOKOJIA, HAIIPUMED,
B OTHOLIEHNH TOTO, KTO JO/KEH OBITh IePBbIM MJIN
e[JMHCTBEHHBIM YelI0BEKOM, KOTOPbIII IIPOIIAET Te-
CTUpPOBAHNE VN IIOTYYUT PE3YIbTAT, TO ITO TAKXKE
TO/KHO OBITH 3a(MKCHPOBAHO.

CTBOM». ['eHeTMYecK1te KOHCYIbTaHTBI HOMKHBI OBITh
3HAaKOMBI C AVMAIIa30HOM TsKeCTM cuMiToMoB MB
¥ OCHOBAMJ MEIMIITHCKOTO JIEYEHN S B COOTBETCTBUY
C MEeXAYHAPOXHBIMIU peKOMeHRaUUsAMM uin obu-
L[MaJbHO IPUHATHIMU B cTpaHe [23,39]. [Tpu rene-
TUYECKOM KOHCY/IBTUPOBAHUY CIeAYeT COOOUINTD
0 CYIIeCTBYOLINX MIU OYAYLINX PEeNPORYKTUBHBIX
BO3MO>KHOCTSIX, YTOOBI IOMOYb ITPUHATD Ja/IbHelIINe
0060CHOBaHHbIE pelieHns (Hanpumep, nHOpMMUpOBa-
HIte [[PYTUX, IPOBefieH e Ja/TbHEIIEr0 TeCTHPOBAHNS,
TAKOro Kak 3a60p npo6 BopcuH xopuona (CVS) u/mn
aMHUOIIEHTES).

Ba’>kHO OTMETHTD, YTO JIIOAU U Iapbl UMEIOT IIPaBO
He 3HaTb O CBOMX pesynbrarax [14].

NMcnxocoumanbHble acneKThbl CTaTyCa HOCcUTenA

Cy1ecTByeT BEpOATHOCTD I0JITOCPOYHBIX IICHXOJIO-
TUYeCKUX PeaKLMil Y YYaCTHUKOB, UAEHTUPULNPO-
BaHHBIX KaK HocuTeny MB, a uMeHHO: 6eCIIOKOICTBO,

CHIDKeHME CAMOBOCIIPUSATHS, CHIDKEHIE CAMOOLIEHK,
HeajleKBaTHOE CAaMOOIIYIleHIie YXY/LIEeHN 3H0POBbs
M 1po6IeMBbl C TAPTHEPCTBOM W/IV OTHOIIEHUAMY [40].
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B HEeCKO/IBKUX KPYIHBIX UCC/IEAOBAHMSIX JKEHIINH,
HOCEIA0LINX )KeHCKIE KOHCY/IbTALIN, HOCUTENN UC-
IBITBIBAJIY 3HAYNTENbHOE YBeIMIeHIE CTPecca B MO-
MEHT IIOJTyYeHUs Pe3yIbTaTa TeCTa, XOTs OH IIOYTH
ycYe3ast, KOTfa y X IAPTHEPOB-MY K UNH Pe3yIbTaThl
TecTa OB HOPMAIbHBIMIL, 11 He TIOSIBJISI/ICS BHOBD Ha
6011ee mo3HUX CpoKax 6epemennocty [41,42,43]. Kak
06Cy>K/5anmoch Bblllle, OJHOBPEMEHHDII 0T60pP Ipob
y 060UX MapTHEPOB B IIape MOXKET YMEHBIINTD 3TOT
BUJ, CTpecca.

experimental & clinical gastroenterology | N°204 (8) 2022

CyuiecTByeT TaKyXe IpefiIoI0XKeHe, YTO MO0 M-
Te/IbHbIe Pe3y/bTaThl CKPMHMHIA MOTYT YXYAIIUTD
y>Ke CyLIecTBYIoLIVe HeOIarononyYHble ceMeilHble
OTHOIIEHMA, YTO NPUBOSUT K YCUTIEHUIO CTpecca
(44,45,46]. Llenb KOHCY/IBTMPOBAHNUA Ha JAaHHOM 9Ta-
e — y6€]1]/[TbC5I, 410 HOCuUTenu MB nmoHmmaroT, 4To
OHIU 30pOBBI 11 He 60/1bHBI M B, 1a)ke B caMoil 1erKoit
ero ¢opme.

PekomeHnpaunn EBponenckon rpynnbi [14]

KpaTko pekomeHpanumu EBporeiickoro KoHCeHCYC-

HOTO JJOKyMeHTa 110 CKPMHUHIY HOCuTenbcTBa MB

IIpefCTaBIeHbI HIKe B BUJIE CIe[y IO VX TOTI0KEeHUIL:

1. CkpuMHUMHT Ha HOCUTeNbCTBO MB fo/mkeH 6bITH
HO6POBOIBHBIM, JOCTYIHBIM 1 06€CIIeYNBaThCS
TOYHOJ IIPefiTeCTOBOI MHPOpMALIVEIL.

2. CKpMHUHT Ha HOCUTeNbCTBO MB momxeH npep-
naraTbcs OYAYIIMM pORUTENAM, B Ujeasne [0 3a-
9aTus, HO HOMYCTMMO U Ha paHHUX CpoKax bepe-
MEHHOCTH, eC/IM 3TO AUKTYeTCA MPAKTUIECKO
11€71eCO06Pa3HOCTHIO.

3. TIpsimoit ckpuHMHT 11072 (6€3 BBISICHEHNS TOTO,
4T0 06a pofuTeNs SIBIAITCSI HOCUTENSAMY) JOTI-
JKeH OBITb OTMEHEH.

4. HecoBeplleHHONETHE U APYTHeE TNU1IA, He CHOC06-
HBIE JaTh COTJIACHeE, JOIDKHBI ObITb MCK/TIOYEHDI U3
CKPUHUHTA.

5. Yacrora matonornyeckux papuanTos B reHe CFTR
B 06C/Ie{yeMoit TOMy/IALMY JOMKHA OBITh U3BECT-
Ha. [TaHenmu cKkpMHMHTra Ha HOCUTENIBCTBO B Ufea-
JIe OJKHBI BK/II0YATh BCe MYTAI[UI C YaCTOTO
0,5-1% mnu 6onee y manyeHToB ¢ MB B momynsunu.

6. CnenyeT NpoBOAUTb CKPMHVHT TOMBKO Ha MyTa-
1uu, BeisbiBaoomue MB (KIMHUYeCKM3HAYMMBbIE).

7. Tlo BO3MOXXHOCTY, OTPUIJaTe/TbHBIN NapTHEP
B [TapaX IPOMEXYTOYHOTO PYCKa JO/KEH ObITH
IIPOTECTHPOBAH C HIOMOIIbIO 60JIee YyBCTBUTEb-
Hol maHenu myTanuit reHa CFTR.

8. Jlropy u3 STHUYECKUX IPYIIL, JAS KOTOPBIX Ia-
Hesb, BBIOpaHHAs /s CKPUHUHTIA, uMeeT 6oree

HM3KYIO YYBCTBUTENbHOCTD [I/Is1 BHIABIEHUA MY-
TaLMil, JO/DKHBL 6T HPOMH(POPMUPOBAHDI 06
OTPaHNYEHNAX NPOTPaMMBI CKPUHWHTA U, IO
BO3MO>XHOCTH, MM JIOJ/DK€H OBITD IIPeIOKeH IH-
TVBUAYANbHBIN TOXO.

9. CexBennponanue rena CFTR nnn ckanupoBanune
MYyTalMii He JO/IKHO UCIIONb30BaThCA B CKPU-
HMHTE€ HOCUTENbCTBA Ha JAHHOM 3Talle 3HaHMIL.

10. IIporpaMMa CKpMHMHTA JO/KHA PETYIAPHO KOH-
TPONMPOBATHCA B JONTOCPOYHOI MEPCIIEKTUBE.

11. TonbKo cHenManuCThl 3/[paBOOXPaHeHN A, KOMIIe-
TEHTHBIE B BOIIPOCAaX CKPMHMHIA Ha HOCUTENb-
cTBO MB, 0/>KHBI IpeIaraTh ero.

12. Pemenne o NpoBeNeHUN CKPUMHMHTA Ha HOCH-
TenbcTBO MB H0O/MKHO 6BITH OCHOBAHO Ha MIPEO-
cTaB/IeHUY MHPOPMaL MM IIepef TeCTUPOBAHYEM.
VndopMupoBaHHOE cornacyue Ha IpOBeleHNe
CKPMHUHTOBOTO TeCTa HO/KHO OBITH 0POPMIEHO
TMCbMEHHO.

13. Ycnyru reHeTMYeCKOro KOHCYIbTUPOBAHUSA
TOJIKHBI OBITH JOCTYIHBI 110 TPeOOBAHNIO I Ha-
CTOATENbHO PEKOMEH/YIOTCSA TapaM C HOCUTeNb-
CTBOM.

14. Y9acTHUKY JO/DKHBI OBITh CBOEBPEMEHHO IPO-
MHPOPMIUPOBaHbI O pe3y/NIbTaTaX CKPMHMHTA (110-
JIOKUTEbHBIX VIV OTPULIATEIbHBIX) M OMTYYUTD
MHGOPMAIMIO IOCIIe TECTA, BKTIOYAONIYIO0 OCTa-
TOYHBIN pUCK HOCUTeNbCcTBA. OJJHAKO CIefyeT
yBa)kaTh TaK>Ke M )KeJaHue Tofiell He 3HATh CBOI
pesynbrar.

B kauecTBe 3aknoueHus. 3aknoueHne KokpaHoBCKol rpynnbi

Hussein N. ¢ coaBropamu nposenu 0630p JaHHBIX
KoxpaHoBcKoll 6ubnuoreku [47] ¢ menpio onpexe-
neHust 3¢ PEeKTUBHOCTH CUCTEMATUYECKOI OLIEHKN
reHeTMYEeCKOTO pUCKa [0 3a4aTus As obecriedyeHus
CaMOCTOSITE/IbHOTO PeNPOyKTUBHOTO BBIOOpA U YTy Y-
nIeHnA perOJIyKTI/IBHI)IX peSthTaTOB y JKEHIIVH
nunux HapTHepOB, cpe,un KOTOprX BbBISAAB/IEHBI HOCUTEIN
TajlacceMMM, CepIOBULHO-KIETOYHOI 60Ie3HN, My-
KoBucnuposa u 6onesuu Tes-Cakca B MEIUITMHCKAX
YUPEXIEHNSIX [I0 CPABHEHMIO C OOBIYHBIM JIEYEHIIEM.

ABTopamu 0630pa 6bII TPOBENEH MONCK B peecTpax
KIMHNUYECKUX MCCHeHOBaHVIﬁI KOKpaHOBCKOﬁ I‘pyHHI)I
10 MYKOBMCLIJIO3Y Vi T€HETUYECKMM PACCTPOMCTBAM.
Iata nocnepHero nmomucka B peecrpax: 04 aBrycra
2021 ropma.

Bcero 6b1/10 BbIABIEHO 37 pa60T, ONMCHIBAIOIINX 22
YHUKaJIbHBIX UCCTIENOBAHMA, KOTOPbIe HOTEHI[MaJIbHO

MOT/IY OBITh BK/TI0OYeHBI B 0630p. OFHAKO ITOCTIE OLieH-
KJ1 aBTOPBI He OOHAPYIXKIIN HY OFHOTO PaHAOMU3U-
poBaHHOrO KInHMYeckoro uccnegosanus (PKI) mo
OlleHKe TeHeTNYeCKOTO PUCKa JIO 3a4aTHs He TOTbKO
I MYKOBUCIIM/I03a, HO U TalTacCeMMUU, CEPIIOBU/HO-
K1eTo4HOoM 60me3uu u 6onesun Tes-Cakca.

ABTOpBI OTMeYAIOT, 4YTO posefeHne PKU asnsa-
€TCsI )KeIaTeIbHBIM 1151 000CHOBAHHOI MPAaKTUKNU
M HaJIe)KHBIX PEKOMEHAIINIL, OJJHAKO, HEOOX0MO
TaK>Ke YYMTBIBATh 9TUUYECKIe, IIPAaBOBbIE M COLMATIb-
Hble TTOC/IeICTBIS, CBI3aHHbIE C UCIIOIb30BAHMEM
TAKOTO IIJIaHa MCCIeNOBaHNA J/IA OLeHKY BHE[IpEeH
NIPEeKOHIIENIIMOHHON OLIEHKM TeHeTUYeCKOTO PIUCKA,
BKJTIOYAIOIIEll TeCTMPOBaHIe Ha HOCUTEIbCTBO I pe-
IPOAYKTUBHYIO aBTOHOMUIO. B 3ak/iodeHnn Ob110
BBICKA3aHO IIpeJ/IOKeHMe, He COCPeJOTOUYNBATbCS
Ha TeCTMPOBAHMUY HOCUTETbCTBA TONBKO II0 OTHOMY
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TeHy Ha KOHKPETHbIe ayTOCOMHO-PeLleCCYBHBIE 3a-
60/eBaHMA B Ka4eCTBE OLICHMBAaEeMOTO BMeIIaTe/lb-
CTBa, a B OyylLIMe IOMCKY BK/TIOYaTh PAacIIMpPEeHHbII
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