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Pesiome

MpeKOHLENLMOHHbIA FeHETUYECKUI CKPUHIHT (reHeTUYeCKoe MCCeA0BaHME ML Ha 3Tanax NNaHUPOBaHMS CeMbW 1 POXKAEHNS

300POBOro pebEHKa) 3aHUMAET BaKHOE MECTO B TPOGUNAKTUKe HAacleACTBEHHbIX 3a60neBaHuiA. 0630p NOCBALLEH NEPBUYHO

npodunakTrke MykoBrncUMao3a (MB), 0AHOrO 13 CaMbix YaCTbIX HACNeACTBEHHbIX 3ab60neBaHWil eBpONeouaHoN pacs. B nep-

BOW 4aCTV OCBelLLEeHbI 06LLME MPUHLMIBI CKPUHUHTA Ha HAcneATBeHHble 3aboneBaHus, Bkiouas MB, Bonpochkl npermyLiecTsa
EDN: IKNPYW 1 HEJOCTATKOB MAHITHUYECKOTO CKPUHMHIA HOCUTENbCTBA MB, aKoHOMMUeCKe 060CHOBAHUSA NPOrpamMmbl, Ha Nprmepe
MEXAYHAPOAHbIX UCCNe0BAHUIA U PEKOMEHAALNIA, MO AaHHBIM 3apyOeXHbIX MCTOUHMKOB.

KntoueBble cnoBa: MyKOBWCLMAO3; MPEKOHLENUMOHHbBIA CKPUHWHT HOCUTENbCTBA; TECTUPOBAHYE HAa HOCUTENbCTBO; MOMY-
NALUMOHHbI; 0630p MTEPATYPbI.

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

Preconceptional genetic screening (genetic testing of individuals at the stages of family planning and birth of a healthy child)
has an important place in the prevention of hereditary diseases. This review focuses on the preconceptional prevention of
cystic fibrosis (CF), one of the most common hereditary diseases of the Caucasian race. The first part highlights the general
principles of screening for hereditary diseases, including CF, the advantages and disadvantages of pan-ethnic screening for CF,
and the economic rationale for the programme, using international studies and guidelines, as illustrated by international sources.
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BBepeHune

HacnencTBeHHbIe 60/Ie3HN BHOCAT 3HAYUTETbHBIN
BKJIaZl B 001y10 3a00/1eBaeMOCTb HaceneHu:A (0K0/Io
1,5%), 94acTO SABIAACH TAXKEIbIMU VHBAMNANSUPYIO-
I[VIMM U JIeTTbHBIMY COCTOSHUSAMIY, IPUBOAALINMIY
6e3 meveHN s 1 TPO(UIAKTUKY K CHIDKEHIIO Ka4eCcTBa
Y IPOROTDKUTEIbHOCT KU3HM MALIVIEHTOB.
IIpodunaxkmuxa HacnedcmeenHvx 6one3Heil
[O/DKHA 3aHMMATh Befylilee MeCTO B CUCTeMe 3[pa-
BooxpaHeHns. Ilop nepsuuroti npopunaxmuxoil Ha-
C/IeICBEHHBIX 0O/Ie3Hell MOHNMAIT KOMIITIEKC Me-
pONpUATHIL, HAIIPaBIEHHBIX Ha IPeAyIpeXgeHIe
poxjeHus (3a4atusi) 60bHOTO pebeHKa. ITO peasnn-
3yeTcs yepes IUIaHMPOBaHMe 6epeMEHHOCTH, OTKa3a

OT A€TOPOXK/IEHM S B CITyYasiX BBICOKOTO PUCKA HACTIEN-
CTBEHHOW U BPOH(HeHHOﬁ IIaTOJJIOTUM, N y)IyLII_HeH]/Ie
cpenbl obuTaHMA YenmoBeka [1].

KoppekTHas olleHKa PeIpOAYKTUBHBIX PUCKOB
obecreynBaeT CBOeBpeMeHHOE NHGOPMIUPOBAHIE
CYIIPYTOB O BO3MOXHOCTSIX IPOGUIAKTUKY HACIIE-
CTBEHHBIX 3a60/1eBaHMil. OFHAKO IO CHX IIOP OCTAeTCs
HE€ pEIIeHHbIM O KOHI[a BOIIPOC O TOM, KaKMe IreHbl
n MyTaLU/II/I HeO6XO}II/IMO BKJIIOYATh B 3TOT CKPUMHMHT,
4TOOBI CfleaTh ero Hanbomee 3G deKTUBHBIM.

TexHomorudyeckue pa3paboTKM pacUIMPUIN
BO3MOXKHOCTHM CKPUHMHTA pefKUX 3a060/IeBaHMIl
B IIOCIIe[iHUE TO/bl. B pe3ynbraTre BO BceM Mupe

151



3KCMEepUMEHTabHaA U KNUHUYECKan racTposHTeponorna | Ne 204 (8) 2022

152

B HEOHATa/IbHBIN CKPMHMHT (II0 IATHAM KPOBYU HOBO-
PO>KIEHHBIX) ¥ B CKDMHIHT HOCUTENbCTBA JOOABUICS
6osee MMPOKMIT cIeKTp 60me3Hell. XOTA yBennye-
HIe NHPOPMATMBHOCTY CKPUHIHTIA MIPEJICTABIACTCA
IIOTIOXXUTEIbHBIM (PAKTOPOM, OHO TaK)Xe CIIOCOOHO
HAHECTN OTpuLaTenbHbll 9 dekT. YTo6bI cOHamancu-
pOBaThb IpeMMyLIeCTBa CKPYHIHTA U IOTeHL[a/IbHbIe
«IIOfIBOJHbIE KAMHI», Pa3pabOTUNKM IOTUTUKA TPa-
IAVMIIVIOHHO IpeJIaraay NporpaMMbl CKPUHMHTA Ha
OCHOBe PAJIa OIIpe/ie/leHHbIX IIPUHIIUIIOB U KPUTEpeB.
OpHaKO OBICTPBIN TEXHUYECKMIT IPOTPECcC U3MEHNUT
B3IVIAABI HA CKPUHUHT peKUX 3a00/1eBaHNUII U BBI3BAIT
IMCKYCCUY O TOM, KaK C/IefiyeT ONpeNeNATb ! UCTIONb-
30BaTh KPUTEPUM CKPMHMHTA, KaK /11 HEOHATA/IbHOTO,
TaK ¥ J/I1 CKPYHIHIA HOCUTEIbCTBA [2].

CKPMHVHT BKJIIOYaeT B ce6d MeUIIITHCKOe 06CTTe-
moBaHue 6eCCHMIITOMHBIX JIIOEI C L[e/IbI0 paHHETO
BBIAB/IEHM A MM UCK/TIOUEHU A KaKOTo-1ubo 3abore-
BaHMsA. CKPUHMHT OTIMYAETCS OT OOBIYHOTO KIIN-
HIYECKOTO HaOMIONeHs MM [UATHOCTUKY TeM, 4TO
TeCT IpefiaraeTcs 6e3 MpefBapUTEeIbHOTO 3alIPOCa.
PaHHee BbIAB/IEHME 3a60/I€BaHM A, /10 OABIEHNA WU
pacno3sHaBaHUs CUMIITOMOB, JOJDKHO IPUHOCUTD
6orb1ie oIb3bL, YeM Bpepia [3]. ITostomy B 1968 ropy
Bcemuphas opranmsanus sgpaBooxpanenus (BO3)
ony6nukoBana paboTy «IIpMHIMIIB ¥ HpaKTUKa
CKPMHUHTA 3a60/IeBaHMIT» B Ka4eCTBE PYKOBOJACTBA
110 onjeHKe 3¢ (PEeKTUBHOCTY NIPU pa3INYHBIX 3a60-
JeBaHusAX [4].

CKPVMHUHT Ha HOCUTENTbCTBO TeHeTNYeCKUX 3a6071e-
BaHUII BBIAB/IAET NAPBI C BBICOKMM PUCKOM POXKIECHNA
pebeHKa ¢ perieccuBHBIM 3a60meBaHyeM. [To oljeHKaM
9KCIIEPTOB, cylecTBYeT 60mee 1800 perjeccuBHO Ha-
CIIeflyeMBIX PeIKIX 3a60/IeBaHMI1, CMMIITOMbI KOTOPBIX
BapbMPYIOT OT OYeHb JIETKNUX J0 TshKenbIx [5]. Korma
00a mapTHepa ABIAITCA HOCUTEIAMHU OJHOTO ¥ TOTO
JKe ayTOCOMHO-PeLieCCUBHOTO 3a60/IeBaHIIs, BEPOAT-
HOCTb POXKZeHMs pebeHKa C TaKOit )Ke 60JIe3HBIO TP
KaXxpoit 6epemeHHOCTH cocTaBsier 1 k 4. Ecnm xxeH-
I[VHa ABJIAETCA HoCuTeNeM X-CLieN/IeHHOTO 3a60/IeBa-
HUSA, BEPOATHOCTb NOPAXKeHNUA ChIHOBEI COCTaB/IAET
1 K 2, ¥ BEpOATHOCTD iouepeit O6bITh HOCUTEe/IbHUIIA-
Mu-1K2.

I[Ipumepno 1 u3 100 nmap Bo BceM MMpe CTANKU-
BAETCs C PUCKOM POXKAEHMS pebeHKa, IOPaskeHHOTO
pelleCCMBHBIM HacIeCTBEHHBIM 3aboeBanmeM [6].
B HEKOTOPBIX pernoHax MM ITHUYECKMX TPYIIIaxX
PUCK Hacle[CTBEHHBIX 00JIe3Hell BbIIIE CPeJHEro
BCIIeICTBME Teorpadnueckoll N301MPOBAHHOCTHU
CyOImOmyIALMit, MU BBICOKOTO MHOPUAMHTA B pe-
3y/pTaTe GPavHOIT aCCOPTaTUBHOCTH [5].

IToCKONMbKY CTAaTyC HOCUTE/NA PelleCCMBHOTO Baph-
aHTa OOBIYHO He BIMAET Ha COOCTBEHHOE 3[J0POBbE,
6O/IBIIMHCTBO HOCUTEIEN He 3HAIOT O CBOEM CTaTy-
ce. B pesynbrare yero poxxaeHue 60/1bHOT0 pebeHKa
06BIYHO IPOUCXORUT HEOKUAAHHO.

3a mocimenHme 50 €T HOCTMXKEHUs B 00IaCTU
MOJIEKY/IAPHO-T€HeTUIeCKOTO TeCTVPOBAHMA Cieann
TOCTYIIHBIM BBIABIE€HNE HOCUTENbCTBA IIPY MHOTO-
YJCIEHHBIX TeHEeTU4eCKMX 3aboneBannsax. OgHu us
HePBBIX IPOrPaMM CKPUMHIHTA HOCUTEIEl BK/II0Yain
60ome3usp Tes-Cakca B OMY/IALNY eBPeeB alIKEHA30B
B CIIIA, cepnoBUAHO-K/IETOYHYIO 60/1e3Hb B I'peninin
u B-ramaccemuto Ha Kunpe B 1960-1970-x ropax [4,7].
STHU NPOrpaMMBbl IPUBENM K 3aMETHOMY CHVKEHIIO
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PacIpoCTpaHEeHHOCTH STUX 3a60/IeBaHIIt IIPK POXKTie-
Hy1. OCHOBHOJI 11€/IbI0 IPOTPaMMBI 4aCTO Ha3bIBAIOT
IpOGUIAKTUKY PEIKNUX, HO TSAXKENBIX KIMHUIECKUX
COCTOAHUIL, YTOOBI 3aLUTUTL CEMbU 1/VIN obIe-
CTBO OT 6peMeHM PU3NYECKUX, COLMANIBHBIX U Gu-
HaHCOBBIX ocnencTBui [8]. OmHaKo 13-3a 9TUYECKUX
mpo6ieM, CBSI3aHHBIX C PENPOSYKTUBHBIM eHEeTI-
4eCKUM 00C/IefloBaHMEM, BO MHOTMX CTPaHaX OBIIIO
HauaTo 06c/IefloBaHIie HOCUTEEN C IIe/IbIO IIOBbILICHI S
PenpofyKTVBHOM aBTOHOMMY U MH)OPMIPOBAHMA
O IPUHATUY PEIPOSYKTUBHBIX peleHuit gs (6yny-
LIMX) PORUTEIEN, MIMEIOLIVIX BBICOKIIT PUCK POXKAEHNS
pebeHKa ¢ cOOTBeTCTBYOLIUM 3aboneBanueM [5, 8, 9].
BapuaHTbI U3MeHeHUs PENPOAYKTUBHOTO IOBeeHIS
BKJIIOYAIOT OTKa3 OT POXKAeHNUA (60NbIIero Konmuye-
CTBa) JieTeil, CIIONIb30BaHNe JOHOPA raMeT (CIiepMbI
WIN SILeK/IeTOK), TPEMMIDIaHTaLMIOHHYIO0 TeHeTIde-
CKYI0 IMarHOCTHKY (BBI6OP 9MOPMOHA), TPEeHATANTBHYIO
AMAarHOCTUKY C BO3MOXKHOCTBIO IIpepbIBaHusA bepe-
MEHHOCTH, eC/IU IJIOf, IOpa)keH 3ab0/IeBaHMeM, U U3-
6eranue 6paxka c spyrumM HocurtesneM [10]. JocTymHOCTD
U IPUHATHE STUX BApMAHTOB BapbUPYIOT M3-3a KY/Ib-
TYPHBIX Pa3/IM4nil KOHCYIBTUPYEMBIX [7].

B oT/mune oT HeOHATa/IbHOTO CKPUHIHTI'A, KOTOPBDIIA
BCerfa MpeparaeTcs BCKOpe Mocjie POXAeHM A, CKpU-
HJIHT Ha HOCUTE/IbCTBO IIPOBOJMTCA Ha Pa3HbIX 9TallaxX
xu3HU. OH MOXeT OBITb IPEJIOKEH OTe/TbHBIM JIU-
1jaM /I TapaM 1o 6epeMeHHOCTH (IIPeKOHLenIus),
IO BCTyIJIeHUA B Opak (ZoOpavHblil MM B CTApUINX
KJ/Iaccax LIKOJIBI) MM NpeHaTanbHo. CKPUMHUHT Ha
HOCHUTEIBCTBO [0 3aYaTHsA MOXKET OBITh IPEAIIOUTH-
Te/IbHee IPeHaTaTbHOIO CKPMHUHTA Ha HOCUTENbCTBO,
IIOCKOJIbKY [iaeT 60JIblie BO3MOXHOCTEN! /IS BBIOOpa
penponyKTuBHOro nosefenns [9]. OfHaKO CKPMHMHT
Ha HOCUTENILCTBO JI0 3a49aTUA He BCET7la BO3MOXKEH; Ha-
IIpyMep, IIOMOIIb /10 3a4aTy A MOXKET He IPeJ/IararbCs
cucremarndecku. CKpUHIHT HOCUTEIBCTBA He ObIT
YIIOMSHYT B IepBOHAYAIbHBIX IpuHIMIaX W&], omry-
6/1MKOBaHHBIX B 1968 TO/y, KOTOpbIE B OCHOBHOM ObI/IN
HaIIpaB/IeHbI Ha BBIABICHNUE JOCUMITOMATHYECKUX
MM paHHUX cTapuit 3abonesanus [11]. CKpyHUHT
HOCHTE/IbCTBA He CBSI3aH C TECTUPOBAHNEM Ha yXXe
uMerolieecs 3aboneBaHne; CKopee, OH HallpaBJIeH Ha
BBISIB/ICHNE 3[JOPOBBIX T€T€PO3UTOTHBIX HOCUTEIET,
KOTOpBbIe TIOBEPXKEHDI PUCKY POXIeHMS 6OTBHOTO
pebeHKa, ecm MapTHep TaKxXKe SABIACTCA HOCUTENeM
TOTO e 3a6071eBaHNMA. KpoMe TOTO, pepoiyKTUBHBIIT
BBIOOD, 0 KOTOPOM UAET PeUb, MOXKET OBITb ITUIECKI
YYBCTBUTENbHBIM, YTO He MO3BOJIAET IOPUCAUKILUAM
IpeflaraTb CKPMHIHT HOCUTEIbCTBA B KaUyeCTBe TO-
CyZlapCTBEHHON IPOrpaMMBbl CKpUHMHTA [9,12].

Kak ckasaHo BbIIlle, CKDYHIHT HOCHUTeIell Hadacs
CO CKpMHMHTIA 3a00JIeBaHMIT, KOTOPbIE MMEIOT BBICO-
KYI0 paclipOCTPaHEHHOCTb B ONpefle/IeHHBIX paco-
BBIX/3THMYECKMX Ipynnax (Hanpumep, 6one3unp Tes-
Cakcay eBpeeB-allIKeHa30B; CEpIOBU/IHO-K/IETOYHA A
60/1e3Hb Y KOPEHHOTO appUKAHCKOTO HACETeHNU ).
MyxkoBucuupnos (MB) - mepBoe 3aboneBanue, ans
KOTOPOTO ObI/T peKOMEHJ0BaH MaHITHIUYECKUI CKPY-
HUHI, 328 MB nocefoBasna criMHaabHasA MbIIIEYHASL
atpodus. OZHOBpeMEHHO POC U MOTPeOUTeNbCKMIT
crnpoc Ha MHPOpPMALNIO O PUCKE BO3SHUKHOBE-
HUs Y IOTOMCTBA HaC/lIe[CTBEHHOTo 3a00/IeBa .
COOTBeTCTBEHHO MEHSIOCH U OTHOIIEHNE K IPOTrPaM-
MaM CKPMHMHTA Ha HOCUTEIBCTBO TOTO /U MTHOTO
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3a60/1eBaHMsl, B YACTHOCTH K IPOTpaMMaM CKPUHIHTA
HOocuTenbcTBa MB.

HanmoHanbHBIe MHCTUTYTH 3JpaBOOXpaHe-
Hua CHIA, AMepuKaHCKUIT KOMIEHX aKyHIepoB-
TMHEKOJIOTOB I AMEPUKAaHCKUI KOJIIeIK MeJUINH-
CKOJI TeHETVMKY PEKOMEHAYIOT MMPOKOMacITabHOe
reHeTHYecKoe 06CIefoBaHMe Map, IIAHUPYIOIINX
6epeMeHHOCTD MM HaXOfALIVMXCS HA pAHHUX CTaUAX
6epemennocty [13, 14, 15]. B cBsA3K € 9TUM 3HAUUTETIb-
HO YBe/IMYMBaeTcs obliee KOMMYECTBO TECTOB Ha HO-
cutenbctso MB, nposogumeix B CIIIA u, B MeHbIIEN
creneny, B Espore [15, 16, 17].

PacnpocTpanenne pernoHaabHBIX U NUIOTHBIX
IIporpaMM CKpMHIUHTa HOcuTenbcTBa MB B EBpomne
no6ynuno EBpormerickoe 0611ecTBO MYKOBUCIIUTO-
3a (Www.ecfs.eu) opraHK30BaTh ClelMANbHYI0 KOH-
CEHCYCHYI0 KOoH(epeHIuI0. EBponeiickoe 061ecTBO
reHeTuknu yenoseka (www.eshg.org), EuroCareCF
(www.eurocarecf.eu) u cerb EU EuroGentest (www.
eurogentest.org) BBICTYIIM/IV CIIOHCOPaMU BCTPEYM,
KoTopas cocrosnach B I. [apga, Mtanus, 20-21 mapTa
2009 roga. Llenbio BcTpeun ObIIO cO3AaHMe KOHCEHCYC-
HOTO JJOKYMEHTa [10 CKpMHUHTY HocuTenbcTBa MB [18].

B noxyMeHTe M3/I0’KeHbI IPeNMYIecTBa U Heflo-
CTaTKV CKpMHMHTAa HOCUTeNbCcTBa M B, npefcraBnensl

CTaHAapThI 7151 3P PeKTUBHOI, 6€30IIaCHOI U STUYHOIT
IpPaKTUKY TAKUX HporpaMM. PaspaboTaHbl pekoMeH-
HalVU 71 COITIACOBAHNA CYIeCTBYIOUIVX 1 Oy AyIUX
IpOrpaMM CKPUMHMHTA HOCUTETbCTBA C HPefbILy-
I{MMU 3asBJIEHUMI 110 JaHHOMY BOIIPOCY, HAIIPU-
Mep, EBpomeiickoro o6ujecTBa reHeTUKM 4eI0BeKa
[19], xorcopunyma EuroGentest [20], Oprannsaunn
OKOHOMMYECKOTO COTPYAHMYECTBA U pasBUTHA [21]
u EBpormeiickoli KOHBEHIIMM 110 IpaBaM 4elToBeKa
u 6uomenuuune Cosera EBponsl [22], a Takxe ¢ fj0-
HOTTHUTEIbHBIM IIPOTOKO/IOM 10 TeHeTMYEeCKOMY Te-
CTUPOBAHUIO B MEUIIMHCKUX 1e/sax [23]. [JaHHBIT
[OKYMEHT He O3Ha4asI, YTO CKPMHIHT Ha HOCUTENbCTBO
MB nomxeH 6bITh 06513aTeNbHO BHEAPeH. B HeM 1of-
4epKMBAJIOCh, YTO ITO JOIDKHO OCTAaBaThCs pellleHN-
eM OTJeNIbHBIX CTPAH MM PETVOHOB B COOTBETCTBUM
C MeCTHBIM 3aKOHOZLaTebcTBOM. CKopee, ero ciefyer
paccMaTpuBaTh Kak MAa6IoH I CTUMYINPOBAHMS
Pa3sMbILIEHUI U JUCKYCCUIL CpefiM TeX, KTO IJITAHUPY-
€T TaKyI0 IIPOrPaMMY, ITO O3BOMIUT IPOBECTH ee KaK
MOXXHO 6071€e KOMIITIEKCHO, 3¢ (eKTUBHO U pe3y/bTa-
TUBHO. XOTA peKOMEHJallMM OTHOCHU/IVICD B TIePBYIO
odepenb K CKpMHMHTY HOCUTENbCTBa MB, MHOTHE 113
HJIX TAK>Ke MOTYT OBITH IIPMMEHIMBI K TECTVPOBAHIIO
Ha HOCUTETbCTBO.

CTpaTterus CKpMHuUHra Hocutenbctea MB

MB sBnsieTcs Hanboee pacIpoOCTpaHEHHBIM Ha-
C/Ie[[CTBEHHBIM 3a00/IeBaHMEM, YKOPAUYNBAIOI UM
>KM3HB, IOPAXKAI[UM [eTeil M B3POCBIX BO BCEM
Mupe, daiie B eBporeiickux nonynasanusix. OHo BO3-
HUKAeT B pe3y/bTaTe MyTaliMil B l'eHe, KORMPYIOLIeM
6e/10K — MYKOBUCII/JO3HBII TPaHCMeMOpaHHBIII pe-
rynarop nposopumoctyu (CFTR) [24], koTopsiit pery-
JIMPYeT TPAaHCIOPT MOHOB Ha IIOBEPXHOCTM SIINTE/INA,
B YaCTHOCTH, B bIXaTe/IbHBIX Ty TSIX, IPOTOKAX MOMKe-
JIYLOYHOI JKeJIe3bl, KUIIIEYHMKE, )KeTIHDBIX /1 IIOTOBBIX
nporokax [25]. Ha cerogusmnmit feub B rene CFTR
BbIABIIEHO 6oree 2100 MyTauuit Min, Kak IPUHSATO
Ha3bIBaTh C HeJJaBHETO BpeMeH!, TeHeTIYeCKUX Bapu-
aHTOB, KOTOPbIE MOTYT OBITH TATOT€HHBIMM, BEPOATHO
[ATOTEeHHBIMY, HEMTPAIbHBIMU U C HESCHOM KIVHU-
YeCKOJ 3HaYMMOCTBIO [26, 27].

BonpuIMHCTBO GONMBHBIX fleTell pOXKAAITCA OT PO-
IUTeNeil, He MMEIOLIMX CeMeHOTO aHaMHe3a 3a60-
JIeBaHVA, U JUATHOCTUPYIOTCS MO0 IPpU POKAEHUN
B paMKax IIpOrpaMM HEOHATaJIbHOIO CKpMHUHTa [28],
160 B M/IafileHIeCTBe 110 CUMIITOMaM. XOTs y HEKO-
TOPBIX MALEHTOB 60/Ie3HD IPOTEKaeT B GosIee 1erkoit
¢dopme, y mogaBsioLero 60IbIIMHCTBA HAOMIOAAI0TCS
TUNNMYHbIE KIMHUYECKIE IPU3HAKY XPOHUIECKOTO
3a00/eBa N JIETKNX, 9K30KPMHHOI HEZOCTATOYHOCTHI
HOJKe/TyTOYHOI JKeJle3bl U IOBBbILIEHHAsA KOHIIeHTpa-
L[5 XJIOPUIOB B IIOTOBOVI XKUAKOCTH [27, 29]. DakTOpb
OKpY>KaIollleit Cpefibl U TeHbI-MOAM(IKATOPbI 06YCIOB-
NIMBAOT BapuabeIbHOCTB TsKeCTH 3abonesanus [30, 31].

MB - nporpeccupytoliee 3aboneBaHme, KOTOpoe
HPUBOJUT K 3aMETHOMY CHYDKEHMIO Ka4eCTBa XXU3-
Hu (KXX), ocobeHHO B TOAPOCTKOBOM M B3POC/IOM
BO3pacTe. Pe>XXMMBI JIeueHN A ABIAITCA CIOXXHBIMUY,
BK/IIOYAIOT MEVMKAMEHTO3HbIE 1 HeMeIKaMeHTO3HbIe
cocTaBisAnIMe, Tpebyolye CKPYIyIé3HOTO UCIION-
HeHVs ¥ OTHMMAIOT MHOT'O BpeMEH! Yy Hal[MeHTOB

n ux cemert. CpelHNIT IPOTHO3MPYEMBIil BO3PACT BhI-
SKMBAHUsI 3aBUCUT OT MHOTUX (AaKTOPOB U pasiynya-
ercd 1o crpaHaM. Tak 3a 2015-2019 rr. B Poccun no
maHHbIM Peructpa 60npHbIXx MB B PO oxnpaemas
MIPOMO/KUTENbHOCTD XXU3HM cocTaBnAna 33,8 ner
(moBepuTenbHbIt MHTepBa — 30,2-37,4 net) [32], uTo
COOTBETCTBYeT Nokasarenio CeBepoaMepUKaHCKOTO
Pernctpa 2007 roma [33]. Ilo manHbiM Perucrpa
2020 roga B CIIA oxxupaeMas IpOJO/KUTENTbHOCTD
SKM3HU 60/IbHBIX MYKOBUCIIMI030M YBETNINTIACH YIKe
1o 59 net (nOBepMTeanbIﬁ uHTEpBaN 56,4-65,1 n1eT)
[34]. He BbI3BIBaET COMHEHUII, YTO PAHHASA JUATHO-
CTMKA U 7IedeHe, 0COOEHHO HOBBIMY TapTeTHBIMMU
npenaparamu — mopynAaTopamu CFTR nossonAT emre
6oJIblile yBEINYNTD BEDKMBAEMOCTD 1 YAYYLUINTD Ka-
4ecTBO XXU3HM 1pu MB [27, 35].

KHacrosA1eMy MOMEHTY B MUpe 3apeTUCTPUPOBAHO
60mee 100000 mrofeit ¢ MyKOBUCLI030M [36], ofHaKO,
MB pacnpocrpanen HepaBHOMepHO. Hanpumep, 4a-
crota MB Bappupyet 8 EBpone - ot 1/1350 8 Vipmrangun
1o 1/25000 HoBopoxaeHHbIX B Punnauauu [37]. Tem
He MeHee, IPUHATO CUUTATD, YTO CPeiHAA pPacIpo-
CcTpaHeHHOCTb B EBporme pu poxxgeHun cocrapseT
1/3500 [38]. B Poccuu yacToTa MyKOBUCIIM 032 IIO
maHHBIM Permcrpa cocraBnsaer 1/7000-1/10000 Ho-
BOPOXX/IEHHBIX M €KETOHO BIIePBbIe AMATHOCTUPYeT-
cst mpuMepHoO y 150 4yemosek [27]. MB - 3a6oneBanue
C ayTOCOMHO-peI[eCCMBHBIM TUIIOM Hacle/[0BaHNA,
[PV KOTOPOM y TeTe€pO3UTOT 60/Ie3Hb He pasBUBAETCS.
YacToTa HOCUTENHCTBA MTATOOTMYECKOTO TeHa (TeTe-
posurot) Bapsupyer ot 1/20 go 1/80 peroTnnmyeckn
300poBbIX uL [37]. TecTupoBaHye Ha MyTal[Uy IeHa
MB pocTynHoO B HacTosLlee BpeMs IPaKTUIECKU BO
BCEX CTpaHaX MUpa ¥ MOXeT OBITh UCIIOTIb30BAHO /IS
MHGOPMUPOBAHNS JIIOAEN O PUCKE POKIEHNUS Y HUX
6011bpHOTO pebeHKa.
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Llenb n 06u.||/|e APVHUNNDbI CKPUHNHIAa HOCUTENbCTBA MB

CKpUHUHT HOCUTe/NbCTBa MB onpepensercs Kak Bbl-
ABJIEHE TIATOTEHHBIX BAPMAHTOB, BhI3bIBaOIMX MB,
y JI11, He MMEIOUIMX a-Priori HOBBIIIEHHOTO PUCKa
poxpenus pebenka ¢ MB. Torpa Kak TeCTUpOBaHME
Ha MB onpepensaeTcsa Kak BblsAB/I€HME 9TUX BApMAaHTOB
y M1, y KOTOPBIX a-priori MOBBILIEH PUCK POXKIEHNA
peberka ¢ MB Ha OCHOBaHMY TUYHOI MU CEMETHOM
UCTOPUMN.

TakuM 06pa3om, Iie/Ibl0 CKPMHMHTA Ha HOCUTETIb-
cTBO MB sABnsA€TCA BbIABIEHME TATOTEHHBIX BapMaH-
TOB, BbI3bIBalOIMX MB, y iy 6e3 MB nnu cBsA3aHHBIX
¢ MB paccTpoiicTB, y KOTOPBIX HET CeMeIHO UCTOPUY
MB nnu cemeiinoi ucropun HocuTenbcrsa MB, mnn
Y KOTODBIX HET MMAPTHEPA, KOTOPBIIL ABIAETCA HOCK-
TeneM, umeeT MB unn cemerinyto ncropuio MB min
HocutenbcTBa MB [18].

3HaHue 0 craTyce HocuTenAa MB mossonser cae-
JIaTh OCO3HAHHBIN BHIOOP B MO/Ib3Y JETOPOXKACHIMS.
PenmpopykTuBHbIE BOSMOXHOCTH, JOCTYIIHbIE Nape,
KOTOpbIe ABAAITCA HoCUTenAaMu MB, BKII04aroT: oT-
Ka3 OT pOXXJieHu JleTell; IPUHATHE PUCKA POXKEHNA
peberka c MB; ycbIHOB/IEHE; IIPOBEfIeHUE IIPEHATAIb-
HOJI IMarHOCTYKM (C BO3SMOXKHOCTBIO IPePhIBaHN A VTN
IPORO/KEHM I GepeMEeHHOCTH); 3a4aTHe C MCIIOMIb30Ba-
HUeM ALeK/IeTOK U criepMbl oHopoB 1 OKO cIIT'T
(IpeMMITaHTaLIMOHHOE FeHEeTUYeCKOe TeCTUPOBAHNE
MY KaK €r0 paHee Ha3bIBa/Iy, IpeMMITAaHTal[MOHHA
reHeTudeckas guaruoctuka — I1T]T) [15, 18].

[TonHplil CIEKTp penpoJyKTUBHBIX BO3SMOXHO-
CTell JOCTYTEH NMUIIb /10 3a4aTHsA, B TO BpeMs KakK
IpU COXpaHeHUM OepeMeHHOCTY BBI6Op OTpaHMYEH.
HekoTtopsle 13 3TUX #eiiCTBUIT MOTYT B KOHEYHOM
UTOTe MPUBECTY K CHIDKEHMIO 3aboneBaeMoct MB
[51]. Pemenne o Hayasie MpOrpaMMBbl CKPMHIHTA Ha
HOCUTEIbCTBO JIOJDKHO OL€HMBATHCA KaK C MHAMBU-
I yalbHOI, TaK U C COLMATIbHOMN, ¥ SKOHOMUYIECKOII
TOYeK 3peHus. [/ TOro 4To6bl rapaHTMPOBATh CIIPa-
BeJIIMBBIN ¥ PABHONPABHBII MOJXO/l B OTHOIIEHUN
MH/IMBUIyaNbHBIX IPAB Y€/I0BEKA, C/IEAYeT IPUMEHATD
CrIelyIol /e MPUHLUIIBL:

o O6cnenoBaHye Ha HOCUTENILCTBO MB 10/1>kHO ObITH
TOOPOBONILHBIM 1 FapaHTUPOBATh KOHPUAEHIM-
A/IbHOCTb.

o IIpuHATHE IPERIOKEHNA O CKPUHMHTE Ha HOCK-
TenbCcTBO MB 10/>KHO 6BITh OCHOBAHO Ha OCO3HAH-
HOM IIpoliecce NPUHATHUSA PeLIeHNs U JO/DKHBIM
06pa3oM 3a/J0KyMEHTPOBAHO.

o UYro KacaeTcs 9Tamna npe-CKpMHIHTA, TO OpraHN3a-
IVST, IPEOCTABIIONIAs IPOrPAMMY CKPUMHIHTA Ha
HocuTenbcTBO MB (fanee mMenyemas «opranmsa-
LU, TPOBOJAILASI CKPYHIMHTIY), 00513aHa 00€CIeYnThb
aJieKBaTHY0 MH(OPMAIINIO [i/151 OT/{e/bHBIX JINL] MU
cynpyxeckux nap. [Tocie CKpuHIMHTa TeHeTUYeCKoe
KOHCY/IbTUPOBaHME HODKHO OBITh OCTYITHO TEM,
Y KOTO BBISIBTIEHO HOCUTENbCTBO, VI HACTOSTE/IHHO
PeKOMeHIOBaHO MapaM C HOCUTETbCTBOM.

o CrekTp NaTOreHHBbIX BAPMAHTOB, BhI3bIBaroINX MB,
M MX PACHPOCTPAHEHHOCTB [JO/DKHBI ObITH M3BECTHBI
B 00C/IenyeMoil MONY/ISLNY, YTOObI JOCTUYD MaKCH-
MajIbHO BO3MO>KHOJ YaCTOTBI BBISB/IEHN S BapMAHTOB
[16]. Ecnu sTa MHpOpManua HeTOCTYIIHA W/ He
OTHOCHUTCS K KOHKPETHBIM JIIOfIIM (HAIIpUMeD, IIpefi-
CTABUTEIAM STHNYECKMX MEHBIIMHCTB ), HEOOXOIUMO
3¢ dekTUBHO foHECTH 1O HUX MH(OpMauio 06 orpa-
HWYEHVAX [IPOrPaMMBbI CKPMHMHIA Ha HOCUTETbCTBO.

o TeHeTMyeckuit aHaNMN3 [/IsI CKPUHUHTA HOCUTENb-
cTBa MB [[0JI>KEH IPOBOAUTHCA CBOEBPEMEHHO,
B COOTBETCTBUM C IIOC/IENHIMI PEKOMEHJALIUAMMY,
B aKKpeAMTOBaHHOI maboparopuu [21, 40].

o YYaCTHUKM FKO/KHBI ObITH MPOMHPOPMIPOBAHEI
0 pesynbTaTax CKpuHUHra. OCTaTOYHBIN PUCK HO-
CUTENbCTBA IO/KEH OBITh 0O'bSICHEH Ha TIOHATHOM
SI3BIKE.

o CKpUHUHT Ha HOCUTeNbCTBO MB, kak npaBuro, He
PEKOMEHAYeTCsI IPOBOAUTD HECOBEPIIIEHHOIETHIM
M TIpejIarath IuLaM, He ClIoCOOHBIM fjaTh nHpOp-
MUpOBaHHOe cornacue [41].

o CKpPMHUHT Ha HOCUTENbCTBO He HO/DKEH 3aMEHATD
c060i1 OKazaHVe BBICOKOKAYeCTBEHHO MEIUIIH-
CKOJ1 IIOMOTIIY TTanimeHTam ¢ MB.

I'IpemmymeCTBa N He[OCTAaTKN CKPUHWHIa HOCUTEeNIbCTBA MB

K mpenmyiiecTBaM IporpaMM CKpMHIHTA HOCUTETIb-

ctBa MB oTtHOCATCS:

o Ilapsl, BXoAsIue B IPYIILY PUCKa, HOTYYAIOT BO3-
MO>XXHOCTb BbIOOPA PeIPORYKTUBHBIX BOZMOXKHO-
creit [42,43].

o VHpopmanus o prcKe HOCUTETHCTBA MOXET OBITDH
IpefoCTaBIeHa JPYTUM YIeHaM CEMbH II0C/Ie BbI-
SIBJIEHU I HOCUTENIbCTBA (T.€. «KaCKagHbI» 3G PexT
IIpOrpaMMbl CKpMHMHTA) [44, 45].

o IloBbIllleHMEe OCBeJOMIEHHOCTHU HaceneHus o MB
1 TEHEeTHKE B Lie7IoM [46].

o OTpuiaTenbHbII pe3ynIbTaT MOXKeT CHU3UTD Gecro-
KOJICTBO I10 TOBOAY pOXKeHus pebenka ¢ MB [47].

o PesybTaThl CKPMHIHTA PACIIMPSIIOT BO3MOXXHOCTH
yesioBeka [48].

o IIporpaMMbl CKpMHMHIA 06€CIIEYMBAIOT PABEHCTBO
MEXTY BCeMU pakfaHaMM 11 TI03BOJISIOT M30eXKaTh
IVCKPYMMHALVY IIPY IpefoCcTaBaeHun ycnyr [18].

K HemocTaTKkaM CKPMHMHIA OTHOCATCA:

o Vpentudmkaums demoBeKa KaK HOCUTENS BbI3bI-
BaeT TPEBOI'Y, XOTA OHAa YaCTO PacCEeMBAETCs, eCIIU
y IapTHepa — OTPULATE/IbHBIN TeCT, U, 0ObIYHO, He
ABNAETCA JAUTENbHOI [49, 50].

o JIMcKpUMMMHALWS B pe3y/nbTaTe UAeHTUPUKALINN
HOCUTENbCTBA: CO3[JaHMe TPYJHOCTEI Py IOUCKe
napTHepa, eciy TeCTYpOBaHye IPOBOAMUIOCH O
BCTYIUIEHN: B OpaK; OrpaHMYeHle BO3MOXHOCTe
CTpaxoBaHMA 3,0pOBbsA U XKU3HY; WM OTPaHMYeHe
PenpoRyKTMBHBIX BO3MOXHOCTeI! [51].

o Hocurenn, 4eit mapTHep Moy 4m1 OTpULaTeNbHbI
aHa/mu3, MOXeT UMeThb 6ojiee BHICOKMIT PUCK HATO-
JIOTMYEeCKOl 6epeMeHHOCT, YeM 0 IPOBEJEHIIS
CKPUHMHIA, 3-32 OCTATOYHOTO PYUCKA HEBbIAB/IEH-
HOTO CTaTyca HOCUTE/IbCTBA Y IapTHepa.

e CKpPUHMHT Ha HOCUTEJIbCTBO CTABUT B HEBBITOJ-
HOe II0JI0KEeHMe JKeHIIH, KOTOpble He YKa3bIBaloT
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OTIIa, €CIM TeCT MPOBOAMTCA Ha PAHHUX CPOKaX
6epeMeHHOCTH.

» HexoTopble cuNTalOT CKPMHMHT Ha HOCUTENHCTBO
OZHOIT 3 GOPM eBTeHUKI, YTO MOXKEeT M3MEHUTD
OTHOIIEHME K TIOAAM, )KUBYIuM ¢ MB, u 3actaBuTh
[aIlYIEHTOB YyBCTBOBATD Ce0 YHI)KEHHBIMM.

o IloreHnuanbHbINM PUCK HENTPABU/IBHOTO IOHMIMAaHU A
pe3ynbTaToOB TeCTa HEKOTOPBIMU TIOfIbMMU, HAlIPU-

Mep, HOCUTENAMM, KOTOpbIe yMAIOT, YTO OHM «OT-
puLaTeNbHBIe» U, TAKUM 00pa3oM, IPefIIoNaraoT,
YTO PUCK J/Is1 MX IIOTOMCTBA OTCYTCTBYeT [47,48,52].

o IIpuHATHE peleHNs MOXeT OBITh CTIOXXHBIM U JIHO-
I7ja 3aIyTaHHBIM.

o PopcTBeHHMKM, HE pelIMBLINE IPOBOAUTD TECTU-
pOBaHue, MOTYT CTONKHYTbCA C HeXKeMaTenbHOM
nHdpopmarueri [18].

Cpoku MHGOPMUPOBAHNA O CKPUHUHIe HOCUTENbCTBA

VHdopMalus o ZOCTYIHOCTU CKPUHUHTA Ha HOCH-
TeNbCTBO MB MOXeT pacpoCTpaHATHCS IO PasHbIM
KaHajTaM (HalpyuMep, Ha BUSUTAX K Bpady /s B3poOc-
JTBIX NAIIMEHTOB VUIM TYHEKOJIOTaMM IS >KeHIUH,
IJIaHMPYOLINX 6€peMEHHOCTD). XOTS TaKOJ CKPMHMHT
HaubosIee aKTyasIeH A1 L] VTN Iap, INIaHUPYIOLINX
6epeMeHHOCTD IIN YoKe GepeMeHHbIX [53], mpenMmyie-
CTBa M HEBOCTATKY, C KOTOPBIMU MOYXXHO CTONKHYThCS,
JOJKHBI OBITH TIATENTBHO PACCMOTPEHBI Ha KaXX/IOM
U3 CTIefYIOMMX HIDKe BpEMEHHbIX STaIlOB.

Cxpunume 00 3auamus (npeKoHUenyyUOHHbLIL) ABIA-
eTCs UAeaTbHbIM CPOKOM, IOCKOJIbKY OH IIO3BOJIAET
ClleaTh IIOMHBIN BBIOOP PEIPOAYKTUBHBIX BO3MOXK-
HOCTell ¥ IPeJOCTaBUTb JOCTATOYHOE BpeMs A
HpUHATUA pelieHnsa. OXBaT MOXKeT ObITh 3HAUUTE/b-
HO HIKe, 4eM IIpU IIpeHaTaIbHOM CKpUHUHTe [54, 55].

IIpenamanvrolii cKpUHUHe ABIAETCA Hanbomee
pacnpoCcTpaHeHHO TOYKON NMpeJIOKeHNUs CKPU-
HMHIA Ha HOCUTENbCTBO MB B cymecTByIomux npo-
rpaMMax, TOCKOJIbKY Iapbl IPOXOAAT FOPOLOBOE Ha-
6/1r0meHMe 1 0OBIYHO IPOSBIAIT OO/NBLION MHTEPEC
K 3/l0POBBIO CBOETO MOTOMCTBA [53]. B 3aBucuMocTH

oT CTaTyCa HOCUTE/JIbCTBA y Hapbl, 39TO IIO3BOJIAET
160 IPOBECTU CTAHAAPTHYIO IPeHATaNbHYI0 Aya-
THOCTUKY B IIepBOM MJIM BTOPOM TpUMeCTpe, 1160
He TecTUpOBaTh IJIof Boobue. [Tocnenyomue H6epe-
MEHHOCTU UMEKT HOHHbIﬁ CHeKTp perOﬂyKTI/IBHbIX
BO3MOXXHOCTEIL.

CxpunuHe B y4eOHBIX 3aBefleHUAX (HAIIPUMep, BbI-
IYCKHBIX K/Iaccax IIKOJI, KOJIIEJI)Kell, U B YHUBEPCU-
TeTax) — 006ecreduTh CBOOONHDIN JOCTYII A Hpe-
JocTaB/IeHNA MHPOPMALMK Nepes TeCTUPOBaHMEM
TpyIIIaM, KOTOPbIe HAXOLATCS B HPepenpooyKmusHom
nepuode cBoeit >xu3Hu [56]. Bormpocs cormacusi, KoH-
bupeHIMaTbHOCTY, NaBIEHNA CO CTOPOHBI CBEPCTHU-
KOB U JOATOCPOYHOTO 3alIOMUHAHMS HPEROCTaB-
JIeHHOV MH(OpPMAIUK U Pe3y/IbTaTOB JO/KHBI ObITH
TIIATebHO MPOAYMaHBI [57]. DTOT MOAXOJ MOXET
6I)ITI) Ha]/[60}1ee nmogxomAmMnM Iiisd HpOFpaMM CKpI/I-
HIHTA B KOHKPETHBIX coobiuiecTBax [58].

Honopot cnepmut u atiyexnemox. Ilpu 6epemeHHO-
CTAX, HACTYIUBIINX B pe3y/IbTaTe JOHOPCTBA slille-
KJIETOK VLU CLIEPMBI, IPYMEHSIFOTCS T€ JKe IPUHIUIIBL,
4TO ¥ IIPY [IpeHaTa/bHOM CKpMHMHTe mapsl [18].

MHHMBMHyaHbeIﬁ CKPWUHWHT B CPaBHEHNN CO CKPVUHUHIOM napbl

CKpUMHMHT Ha HOCUTENbCTBO MB MoXeT 6bITh pefIo-
JKEH VI ITPOBeJIeH KaK OT/eNbHBIM JIIOIAM, TaK U CYIIPY-
>KecKMM mapaM. CKPUMHIHT OT/eNIbHBIX NI ABACTCS
e[IMHCTBEHHBIM BapUaHTOM, €C/IM HeT BBISIBJIEHHOTO
mapTHepa. PUCK HOCUTENIbCTBA MOXKET OBITH paccyn-
TaH, HO BEPOSITHOCTD POXK/eHMsI 60NMBHOrO pebeHka
OyZeT 3aBUCEeTb OT CTaTyca HOCUTEeIbCTBA IIApTHepa.
CKPVMHMHT JINII, He COCTOAIMX B OTHOLIEHNAX, MOXKET
HOBNVATH Ha UX BBIOOP NMapTHEpa, CAMOBOCIPUATIE
WIM CAMOOLIEHKY [56] 1 IO3TOMY He PEeKOMEHIYETCA.
He pexoMeHryeTcs IPOBOAUTD CKPUHMHT 6€peMeHHO-
CTeil, He OTHOCAIIMXCA K TPYIINe HOBBIIEHHOTO PUCKa,
C IOMOLIBIO MHBA3MBHBIX METOMOB 3a60pa 06pasLioB
TKaHell IIJIofja, TaKMX KaK 3a60p 06pa31ioB BOPCUH
XOPMOHA M/IM AMHUOIIEHTES.

CKpMHMHT CYNPYXXeCKUX [ap MOXKHO IIPOBOJUTD,
paccMaTpuBas Mmapy Kak «eMHOe IeJIoe» MIN KaK
OT/IEe/IbHBIX /II0Jieli. B mepBoM ciyyae oHM cOBMeCT-
HO MHQOPMUPYIOTCS O CBOEM CTAaTyCe PUCKA: «BbI-
COKOM», eC/Ii 06a IapTHepa SABIAITCA HOCUTELAMMU,
VTN «HU3KOM», €C/IM HY OJVH M3 HUX He ABJIACTCA
HOCHUTEJIEM VIIM eCTIV TOJIBKO Of{MH U3 HUX ITOKa3ajl
HOJIOXXUTETbHBIN Pe3y/NbTaT. DTOT METOH AB/IAETCA
9} deKTUBHBIM 1 9KOHOMUYIECKN BBITOJHBIM [59].
OpHaKO OZHVM 13 OCHOBHBIX HE[JOCTATKOB SABJIAET-
CAl TO, YTO TAKOM TUII CKPMHMHTIA B ITape HapyluaeT

IPMHIUIIB KOHGUAECHIVATBHOCTY, KOTZja YeJI0BeK
MIMeeT IPaBo MOMYYUTb CBOYU Pe3y/IbTaThl HE3aBUCHMO
OT pe3y/IbTaToB CBOero mapTHepa. Kpome Toro, B mape
TIOTIOKUTEIbHBII-OTPULIATE/IbHBII» HOCUTEb He 0Y-
JieT OCBEJIOM/IEH O CBOEM CTaTyCe 1, COOTBETCTBEHHO,
He CMOXKeT IPOMHGOPMIUPOBATD UIECHOB CBOEI! CEMbI,
4TO CBOAUT Ha HET OJHO 113 OCHOBHBIX IIPEMMYIIECTB
KaCKaJHOTO CKpMHMHTa. IToTpebyeTcs IOBTOpHOE
TeCTUPOBAHUE, €CIIV OIVH UM 06a YeJIoBeKa BhIOepy T
APYTOro maprTHepa.

AJIpTepHATVBOIL AB/ISIETCA PACCMOTPEHNE IIapTHe-
POB KaK MHEUBUAYYMOB IIPK IIOCTIe[OBATENbHOM MIN
OHOBpeMeHHOM oT6ope npob [60]. IIpu mocnegoBa-
TeJIbHOM 0TOOpe obpasel; 6epeTcs y OfHOTO MHMUBU-
AyyMa, a TapTHep 00C/IeNyeTCs TONBKO B TOM ClIydae,
€C/IM M3HAYaIbHO OIpeJie/ieH CTaTyC HOCUTENbCTBA.
Jlnst mapTHepa MOXKeT OBITH MCIIONb30BaHa M160 Ta
Ke TIaHe/Ib CKPMHIHTA MY TN, 1160 pacuypeHHasL.
OpnHaKO TaKoit IIOAXO MOXKET BpEeMEeHHO YCUIUTD Oec-
HOKOJICTBO Mapbl. 3a OGHOBPEMEHHBIM 0T6OPOM ITPOH
MOXXeT IOC/IeJOBATh T160 OTHOBPEMEHHBIN CKPMI-
HUHT C JCIIO/Ib30BAHIEM OFHOI ¥ TOJ JKe HaHeIu
MyTanuit, 160 MOCIefOBATeNbHBIN CKPYHIHT, IPI
KOTOPOM CHaYa/ia TECTUPYETCsI OFUH apTHeP, a BTO-
POIt — TOZIBKO B TOM C/Iy4ae, eC/IM ¥ ePBOro 06Hapy-
XKeHa MyTauus. 3aTeM A/ HapTHepa MCIOIb3yeTCs
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nm6o ta xe nmaxensp Mytauuit CF, 1n6o pacmnpenHas.
IIpenmy1ecTBO OHOBPEMEHHOT0 0T60pa pob 1 Te-
CTMPOBAHNA 3aK/II0YaeTCsA B COKPAIleHNI BPeMeHN
paboTsI 1abopaTopmi, 4YTO TapaHTUPYET CBOEBpe-
MeHHOE IIPe/IOCTaB/leHlie Pe3yIbTaTOB. ITO MOXKET
6bITH Ba)XKHO, €C/IM CKPUHUHT IPOBOSUTCS OIU3KO

DKOHOMMNYeckoe 060CHOBaHMe

B cnyvae HpUHATHUA PELIEHNA O BK/TIOYEHNY CKPUHUH-
ra HocuTenbcTBa MB B mepedeHb ycnyrT, IOKpbIBae-
MBIX MEIMLMHCKUM CTPaXOBaHMeM, SKOHOMUYeCKas
OLIeHKa 3[;paBOOXPaHEHNUs MOKET ObITh UCIIOIb30BaHA
I CPaBHEHUA 9KOHOMMUYECKON 3hGeKTUBHOCTHI
PasIMYHBIX IOTEHIIMATbHBIX CTPATeT Uil CKPYHMHTIA.
IToMMMO Ompefie/IeH I CTPATEr il CKpYHUHTA (Halpu-
Mep, TIOC/IefioBaTe/IbHOe UM OHOBPEMeHHOe TeCTH-
poBaHIe Map), 9KOHOMIYECKas OLieHKa TaK)Ke MOXKeT
OBITD MICIIO/IB30BAHA [/Is1 OTIpefie/ieH s Lie/IeBbIX IPYIIIL,
/11 KOTOPBIX CKPVHUHT OTBe4aeT TPeOOBaHMAM 9KO-
HOMMYeCKON 3 eKTUBHOCTH, MPebABIAEMBIM M-
LIOM, IpMHUMaomuM peueHue [18]. B mobyo skoHo-
MMYECKYIO OLeHKY He0OXO[MMO BK/II0YATh IaHHbIE
060 Bcex 3aTpaTax I BCeX apaMeTpax, BAUSIOMUX
Ha 9KOHOMMYeCKY10 9 deKTUBHOCTD. DTO, HAIIpUMep,
3aTpaThl Ha oOpallleHMe 1 MHPOPMMPOBaHNUE LieNIeBOIT
IPYIIBI HACETIEHN A, BEPOATHOCTD MICIIONb30BaHNU A
TecTa, YyBCTBUTENBHOCTD ¥ CIIEUM(PUIHOCTD [JIs BbI-
SABJICHM S IeVICTBUTENILHO «IIOJBEP)XEHHOTO PUCKY»
4e/I0BeKa B IOBCEIHEBHOI IIPAaKTUKe (KOTOPast MOXET
OT/INYATHCA OT AHATMTHUYECKON YyBCTBUTENBHOCTI
u crenununoctu [JHK-TecTa) nnm BeposATHOCTD
TOTO, YTO Napbl HOCUTENEl BBIOEPYT IIPeHaTaTbHYIO
IMarHOCTUKY [61].

[TpyHMMas pelleHne O BKIIOYEHUM CKPUHMHTA Ha
HOCUTENbCTBO MB B KaTasor Bo3mellleHNs pacXxofioB
U UCHO/b3YA 9KOHOMMYECKNe JaHHbIE O 3J,0POBbe
A1 060CHOBAHMS 9TOTO PelIeHMsI, PeKOMEHAYeTCs
IIPOBECTY AHA/IN3, CIIelIa/IbHO OPYEHTUPOBAHHBIN
Ha 0COOEHHOCTVI KOHKPETHOII CYCTeMBbI 3paBooXpa-
HeHUA. B 3KOHOMMYeCKUX OLleHKaX, TPeICTaBIeHHbIX
Radhakrishnan et al. [62], 3aTpaTs! Ha BeIsIBIEeHME
OZIHOII Mapbl HOCKTeNell BappypoBany oT 33 504 $CIITA
1o 295121 $CIIIA (pesynbTaThl B MECTHOII BalioTe,
IepecYMTaHHbIe 110 MAPUTETY IMOKYIIaTeNbHO CIO-
cobHocTu B fomnapsl CIIA, 2005 rox).

B pa6ore C.M. Avram ¢ coaBTOpamiu, ony6/1nKo-
BaHHOI B 2021 roay [63] u3y4anach 9KOHOMUYECKas
3¢ GeKTUBHOCTD TPeX IO0C/Ie[OBAaTe/IbHBIX CTPATernit
IIpeHaTa/JbHOrO CKPYHMHIA HOCUTeNnbCcTBa MB: reno-
TUIMPOBaHMe 060X NaPTHEPOB, TeHOTUIIMPOBAHUE
OJJHOTO TIapTHEpa, 3aTeM CEeKBEHVPOBaHUe BTOPOTO,
U CeKBEHMpPOBaHMe 000X ITapTHEPOB.

AHanuTnYecKas MOJie/Ib IPUHATHA pelLlleH NI CpaB-
HIUBajIa 3TU CTPATeTUM B TeOPETUYECKOI KOTOpTe U3
JeThIpeX MUITMOHOB O6epeMeHHBIX ITap HaceleHUs
CIIA ¥ nATH pacOBBIX/9THUYECKUX CYOIIOMyIALMIL.
VicxopHble JTaHHBIE OBV HOMYYeHbl U3 IUTEPATY PBI
U BapbMpPOBA/IN B XOfie aHA/IN3a YYBCTBUTETbHOCTIL.
PesynpTaThl BKTI0OYaNMM CTOMMOCTD OFHOTO TOfja SKM3-
HI C IonpaBKoit Ha kadecTBo (QALY), mponyuen-
Hble TTapbI-HOCUTENMN, 3a00/IeBLUINX HOBOPOX/ICHHBIX,
JIO)XHOOTpUIaTe/IbHble NIPEeHATaIbHbIe [MaTHO3bI,
IpepbiBaHUe 6epeMEeHHOCTI U IIOTePH, CBA3AHHbIE
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K CPOKY 6epeMeHHOCTH, yCTAHOBJIEHHOMY 3aKOHOM
ns eé npeppiBanusA. OTHOBpPEMEHHBIT 0TOOpP P06
C IIOCTIEAY IO MM [TOC/IEAOBATENIbHBIM TECTPOBAHMEM
1103BOJIsAET Ha 50% COKPAaTUTh YMCIIO Tap, B KOTOPBIX
OIVH U3 IapTHEPOB OKa3bIBAETCA HOCUTENEM, a IPY-
roii — oTpuiatenbHeIM [18].

¢ npouexypamu. ITopor sKoHOMU4eCKoit 3P PeKTUB-
HoCTM OBUI IPpUHAT aBTOpamu B $100000/QALY.

B o6cyxeHun pe3ynbTaToB paboThl OLITIO OTMe-
4eHO, 4YTO OONBIINHCTBO ONYONMKOBAaHHBIX INTEPa-
TYPHBIX JaHHBIX CBUJIETE/IbCTBYET O TOM, YTO CKPU-
HUHT Ha MB f10 6epeMeHHOCTH MM peHaTalbHbIN
CKPMHMHT HOCUTENbCTBA ABIACTCSA 9KOHOMUYECKN
addexTuBunim B CIIA [63, 64, 65]. [Tpnuem, 601b-
IMIMHCTBO 9TUX MCCIeJOBAHNII IIPOBOAUIOCH YKe
6oee IBYX BeCATUIETUIT Ha3af, [O IPUHATHS pe-
KOMeHJaInii AMepMKaHCKOTO KOJIIe[l)Ka aKyIlIepoB-
TYHEKO/IOTOB ¥ AMEePMKaHCKOTO KOJ/IeflKa MefiM-
uuHcko renetnku (ACMG/ACOG) u mo mepuopa,
KOTZa MeTOJ; CEKBEHMPOBAHMUA CTaJl KOMMePYeCKI
TOCTYIIHBIM ¥ OTHOCUTENbHO HeflopornM. OCHOBHOE
NpeMMYIIeCTBO JaHHOTO MCCIeJOBAaHNA 3aK/II04a-
€TCsA B TOM, 4TO IPeJOCTaB/IeH IIePBUYHbIN aHa/Mu3
3aTpaT ¥ OCHOBA /I OLIeHKM 3aTpaT U IPEeuMYIIecTB
Haubosee COMOCTaBUMBIX CTPAaTeruil CKPMHUHTA
C TIOMOIbI0 TEXHOIOTMI, JOCTYIIHBIX B HacCTOAIee
Bpems (B 2020 rony). [I15 peanucTUYHOTO ONMUCAHNA
XapaKTePUCTUK CKPMHUHTOBBIX TE€CTOB aBTOPBI UC-
II0/Tb30BaJIN TIONY/IALIMOHHBIe BaHHble. Kpome Toro,
OBITV BKJIIOYEHBI B OLleHKY KOMMYHAJIbHbIE YCIIYTH,
CBsA3aHHBIE C PA3/IMYHBIMIU BapMAHTAM Pe3y/IbTaTOB
TeCTMPOBAaHMA Ha HOCUTENIbCTBO, YTOOBI OTPa3NTh
NICUXO/IOTMYeCKOe BO3/IeiiCTBME 3TOTO Mpoljecca Ha
Cympy>kKecKue mapsi [66].

B pesynbTate ucce0BaHN s CEKBEHUPOBaHUE 000-
MX MapTHEPOB BbIABMIO 1099 map ¢ HOCUTENBCTBOM,
KOTOpbIe ObI/IY IPOIYLIeHbl IPY TeHOTUIIMPOBAHNY
000MX MapTHEPOB, YTO NPUBEIO K YMEHBIICHNIO
YJC/Ia IPOIYIIEHHBIX IPEeHaTaIbHbIX UAaTHO30B Ha
273, yBe/IM4EHNUIO YIC/Ia IPepbIBaHNIT GepeMeHHO-
CTU Ha 152 U yMEHDbIIEHUIO YMCIAa HOBOPOXKIEHHBIX
c MB Ha 152. AHanorn4yHas TeHgeHI s Habmoganach
U B CTPATEeruy TeHOTUIMPOBAHMA C ITOCTIEYOLUIIM
CeKBEeHMpOBaHMeM. JJOTIOTHUTENbHBIN KO3 DUIVEHT
9KOHOMMYECKOIT 3()(HeKTMBHOCTY TeHOTUIIMPOBAHNA
C TIOCTIEAYIONVIM CEeKBEHMPOBaHMEM IO CPABHEHUIO
C TEHOTUNMPOBAHMEM 000X IAPTHEPOB COCTABIUII
$180004/QALY, a JOIOMTHUTENbHBI K03 UIMEHT
9KOHOMMYECKOI 3P GEKTUBHOCTY CEKBEHUPOBAHNA
000X ITApTHEPOB [0 CPABHEHUIO C TEHOTUIIMPOBa-
HIEM C TIOC/Ie[yIOMVIM CeKBEHMPOBAaHMEM COCTABIII
$17,6 mau/QALY. CexBeHnpoBaHue 060UX ApPTHE-
poB 651710 9KOHOMUYeCKY 9P PEKTUBHBIM IPK IjeHE
Huxe 339 ponnapos CIIIA sa Tect, reHoOTUNIMPOBaHME/
cekBeHMpoBaHue — oT 340 fo 1837 gonnapos CIIA,
a TeHOTUIIMPOBaHue 000UX MapTHEPOB — BbllIe 1838
TO/IapoB. ABTOpaMI He BBISB/IEHA 9KOHOMMYECKas
9 PeKTUBHOCTD CEKBEHNPOBAHNS CPEAM MISATHU OC-
HOBHBIX PacOBBIX/9THUYeCKNX cybmomymsiumit CIIA
(non-Hispanic Caucasian, Ashkenazi Jewish, Hispanic,
African-American u Asian-American) [66].
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VIHTepecHO, YTO MCHO/Nb3yeMasi MOJenb Oblia
YyBCTBUTE/IbHA K HECKOJIBKMM MCXO/HBIM JIaHHBIM.
l'eHoTUNMpoOBaHMe/ceKBEHMPOBaHNE CTAaHOBUIIOCH
9KOHOMMYECKM 3¢ (HEKTUBHBIM IIPU ONpefie/IeHHbIX
HpaB/IONOfOOHBIX YCIOBUAX, TAKMX KaK CTOMMOCTD
cekBeHMpoBaHuA oT 340 go 1837 gonnapos 3a TecT
1, KOT/]Ja 4aCTOTa UCIONb30BaHUS aMHUOLIEHTe3a
npesbimana 81%, IpefIoa0XUTENIbHO IIOTOMY, YTO
y 60/bLIIETO KONMMYECTBA Hap ¢ HOCUTENbCTBOM MOSIB-
71471aCh BO3MOXXHOCTD ITOC/IEAYIOLUIETO IpephlBaHNA
6epemeHHOCTH. ITO TaK)Ke OBIZIO IKOHOMMYECKH -
(eKTUBHBIM, KOTZa eXeroJHble UM IT0KI3HEHHbIe
MeJMLVHCKIEe pacxonbl Ha MB npesbimannu 95122
monapa 1 2,3 MUIKOHA I0/I/IApOB COOTBETCTBEHHO.

3a moceHee necsATUIETIIE HOBbIE METObI jIeve-
HUA yIydIIVIN KIMHUYECKNe pe3yabTaThl M BbIKU-
BaemocTb npu MB [67]. Hanpumep, Tpukadra — aTo
TPOJiHasi KOMOMHMPOBaHHAS TEPANNsi, KOTOpas Obla
omobpena FDA s nmedenniss MB B 2019 rogy u crout
$23896 B Mecan unu $311 503 B rop [68]. MeguumHcKme
pacxonpl py MB MoryT npopo/mxaTsb pactut 6rarogapst
HOBBIM METOJIaM JIeYeHN s, CMelllasi MasiTHUK 9KOHO-
MM4YecKoit 9pPeKTUBHOCTI B CTOPOHY CKPMHMHTA
Ha OCHOBE CeKBEHMPOBaHNUA. Ba)XHO OTMeTUTD, YTO
reHOTUINPOBaHMe/CeKBeHpOBaHMe IpeACTaBageT
co60it puMep TOro, KaK II0C/Ief0BaTeIbHOE 06CIeno-
BaHI€ C IIOMOIIIbIO TECTA, 0OTAJAI0IIEr0 OTHOCUTETBHO
6071ee BBICOKOIT 4yBCTBUTETBHOCTBIO, MOXKET TOBBICUTD

061110 4YBCTBUTENBHOCTD IPOTOKO/IA 006C/IefOBaHUS
6€e3 3HAYNTEIPHOTO YBENNIEHNS CTOMMOCTH 110 CPaB-
HEHUIO ¢ 06C/IejoBaHyeM BCeX MALVIEHTOB C TIOMOIIbI0
Hauboee YyBCTBUTENIBHOTO, HO IOPOTOTO TeCTa IIep-
BOV TuHUM [63].

B 3ak/mio4yeHe, Ha MOMEHT IIPOBeE€HIsI UCCIeOBa-
H1s1 B paboTe Avram C. c coaBTOpaMu 61710 II0OKa3aHo,
4TO HECMOTPsI Ha y/Iy4lLIeHVe pe3yIbTaToOB, CEKBEHN-
pOBaHMe [Isl IpeHaTa/IbHOIO CKPUHUHTA HOCUTENb-
crBa MB He 0Kka3a10ch 9KOHOMIYECKH 9P PeKTUBHBIM
10 CPaBHEHNIO ¢ reHOTHUIMpoBaHueM. KinHndeckoe
3HaYeHMe JOIIOIHUTE/IbHO 9KOHOMUYeCKO addex-
TUBHOCTU CKPMHMHTIA Ha HOCUTENbCTBO MB nomxHo
SIBIATHCS IPeMeTOM OOCYXXIEeHMs B paMKax rocy-
HapCTBEHHOI IONMUTUKM [63].

V4uTeiBas, 4T0 9KOHOMMYECKIE OLLEHKM OOBIYU-
HO He BK/IIOYAIOT BCE 9TIEMEHTHI, MeIOlIle 3Hade-
HIU€ [JIs AL, IPUHUMAIOINX PelIeHsI, HeKOTOpble
aBTOPBI CUMUTAIOT, YTO PE3y/IbTAThl 9KOHOMUIECKUX
OLIEHOK CaMM 110 ce6e He MOTYT GBITh UCIIOIb30BAHBI
17151 060CHOBaHMA IPOrpaMMBbl CKpUHMHTA [18,19,69].
Hanpumep, nuiia, IpMHUMAIOIINE PelleHy s, MOTYT
VICITBITBIBATD CUJIbHbIE OITACEHMS 110 IOBOAY TECTOB,
KOTOpBIe MOTYT IIPUBECTU K IIPEPHIBAHMIO GepeMeH-
HOCTH, II03TOMY IIPEKOHIEIIIMOHHBII UM IIpeHa-
Ta/IbHBII CKPYHVHT He IIPeJiTaraeTcsi, He3aBUCUMO OT
TOTO, SIB/ISIETCS /I OH 9KOHOMMYECKM BBITOHBIM /151
CHUCTEMBI 3[IPAaBOOXPAHEHM L.

MOHUTOPUHI 1 HanpaBNieHNA NCCIeg0BaHUN

JTio6as mporpaMma CKpMHMHTA HOCUTeNbCTBa MB
MO/DKHA afIeKBaTHO OTCIEXMBATh Pe3y/nbTaThl. B upe-
ajie MOXXHO OBITO OB CO3/IATh HAaIeXXHYI0 6a3y HaHHbIX
WIN PeecTp, BKITIOYAIOLIIT MHPOPMAILINIO O KOTIMIeCTBE
IIPOTECTUPOBAHHBIX /TOfiEell, COOTHOLIEHNN TIOTI0B IIPO-
TeCTUPOBAHHBIX T0fell (0KumaeMoe mpeobnaganue
KEHILVH), CPOKe 6epeMeHHOCTH, Ha KOTOPOM ObLI HauaT
CKPMHVHT 6epeMEHHBIX >KeHIIVMH, KOINYeCTBe MpoBe-
JeHHBIX IIPEHATaIbHbIX MM NIPEMMIUIAHTAIIOHHbBIX
muarHocTuK MB 1 ux pesynprarax, 06 MHUIMATOPE
uHboOpManMy O IporpaMMe CKpMHMHTa (Hanpumep,
yepes Bpaya, KOHCY/IbTAHTA TeHeTUKA, aKYLIEPKY), KO-
YeCTBO BBIAB/ICHHBIX HOCHUTENEN U TIap HOCHUTeTeil, BCe
JIM HOCUTEN TIPOLIIM TeCTYPOBAHYIe CBOVX IAPTHEPOB,
CIIEKTP PENpPONYKTUBHBIX PEIleHN, IPUHATBIX II0C/Ie
CKPVHMHTA, I0)XHOOTPULIATEIbHBIE U JIOXKHOTIOTIOXKI-
Te/bHbIe Pe3y/IbTaThl.

XoTs yrKe MMeeTCcs1 MHOTO MH(pOpMaLUy /I Hadaja
KayeCTBEHHBIX ITPOrpaMM CKPMHIHTA HOCUTeNbcTBa MB,
HeoOXOIMMBI Ja/TbHeIIe MCCIefOBaHNA UL UX YIyd-
menus. ITo muennio C. Castellani ¢ coasropamu [18]
OCHOBHBIE 00/IACTY MCC/IE[OBAHMNII TO/DKHBI OXBAaTbIBATb:
o TICMXOJIOTMYECKME, COI[MaTbHbIE ¥ KOHCYTbTALVIOH-

Hble aCIIeKTHI, Kacaloliuecs 6appepoBs 1 GaKTOPOB,

CIIOCOOCTBYIOLINX IPUHATUIO MUHGOPMIPOBAHHBIX

pelleHnIT: HOBble MHPOPMALMOHHBIE TeXHOIOTUY

IJIs IpefloCTaBIeHy sl MHPOpMaL M Iepe]; TeCTH-
poBaHueM (Hampumep, http://comex.presentation.
it/); 6eCIIoOKOICTBO Cpey HOCUTETEN M IIOHMMaHue
OCTAaTOYHOTO PUCKA TEMMU, Y KOTO TeCT OTPUIIATE/Ib-
HBIIf; y/Iy4llleHe COXpaHeH) A MHPOpMaLUM TeMI
JIIO[JbMU, KOTOPBIE IOy YM/IM KOHCY/IbTALILIO.

o CpaBHeHME 9KOHOMMYeCKoi 3¢ eKkTuBHOCTH IIPO-
rpaMM CKpMHMHTA

e HOBBbI€ T€XHOJIOTUH, IIO3BOIAIONIVE TIOBBICUTD Ya-
cTOTy BhIABNEeHMA MyTanuit reHa CFTR B momyns-
LMY ¥ YBEIMYUTD YyBCTBUTEIbHOCTD VJIM HaJ[€X-
HOCTb UCIO/Ib3YEMbIX METOJ[OB.

B sak/io4yeHme, BbIie/IsIEM CIEAYIONME MTOT0XKe-
HUS, IPeAIoKeHHble EBPONeiicKMMY SKCIIepTaMu
7 PacCCMOTpPEHHBIE B BBIIIEN3/IOKEHHOM MaTepuae:
CKPMHMHT Ha HOCUTENHCTBO MB fo/KeH 6bITH [10-
6pOBOIBHBIM, JOCTYIIHBIM U 00€CIeYnBaThs TOYHOIL
[IpefiTeCTOBOI MHPOPMAILMell; CKPUHUHT Ha HOCU-
TelbcTBO MB fo/mKeH npennaratbes 6yayImuM popgu-
TeJIAM, B UJieajie 1O 3a4aTysA, HO JOIYCTUMO U Ha PaH-
HIUX CPOKax 6epeMeHHOCTI; IPSIMOIE CKPYHVIHT IIOAA
(6e3 BBIsICHEHMSI TOTO, YTO 062 POAMUTEIS ABISAIOTCS
HOCUTE/ISIMM) JOTDKEH OBITh OTMEHEH; HECOBEPIIEHHO-
JIeTHUe U IPYTHe TNLa, He CIIOCOOHBIE AaTh COTMACHe,
IOJ/DKHBI OBITH MCKITIOYEHBI M3 CKpUHMHTA [18].

157



3KCMEepUMEHTabHaA U KNUHUYECKan racTposHTeponorna | Ne 204 (8) 2022

158

Jlntepatypa | References

1.

10.

11.

12.

13.

14.

15.

16.

17.

Ginter E.K. Medical genetics. Ed. «Medicine», Moscow.
2003. 448 P.

Inntep E. K. MeguunHckas reHeruka. Vsg. «MeguunHar,
Mocksa. 2003. 448 cTp.

Cornel, M.C,, Rigter, T., Jansen, M.E,, et al. Neonatal and
carrier screening for rare diseases: how innovation chal-
lenges screening criteria worldwide. ] Community Genet.
2021;12:257-265. doi: 10.1007/s12687-020-00488-y
Raffle A.E., Grey J. AM. Screening: Evidence and Practice.
Oxford University Press, Oxford. 2007. doi: 10.1093/acprof:
050/9780199214495.001.0001.

Wilson J.M., Jungner Y.G. Principles and practice of screen-
ing for disease. World Health Organization, Geneva. 1968.
Available at https://apps.who.int/iris/handle/10665/37650.
Accessed 01 May 2022.

Antonarakis S.E. Carrier screening for recessive disorders.
Nat Rev Genet. 2019 Sep;20(9):549-561. doi: 10.1038/
541576-019-0134-2. PMID: 31142809.

Haque LS., Lazarin G. A., Kang H.P, et al. Modeled Fetal
Risk of Genetic Diseases Identified by Expanded Carrier
Screening. JAMA. 2016 Aug 16;316(7):734-42. doi: 10.1001/
jama.2016.11139.

Delatycki M.B., Alkuraya F, Archibald A., et al. International
perspectives on the implementation of reproductive carrier
screening. Prenatal Diagnosis. 2020;40(3):301-310. doi:
10.1002/pd.5611.

van der Hout S., Dondorp W., de Wert G. The aims of ex-
panded universal carrier screening: Autonomy, prevention,
and responsible parenthood. Bioethics. 2019;33(5):568-576.
doi:10.1111/bioe.12555

Henneman L., Borry P, Chokoshvili D,, et al. Responsible
implementation of expanded carrier screening. Eur ] Hum
Genet. 2016;24(6): el-el12. doi: 10.1038/ejhg.2015.271.
Godard B., ten Kate L., Evers-Kiebooms G., Aymé
S. Population genetic screening programmes: principles,
techniques, practices, and policies. Eur ] Hum Genet. 2003;11
Suppl 2: $49-87. doi: 10.1038/sj.ejhg.5201113.

Wilson J.M.G., Jungner G. & World Health Organization.
Principles and practice of screening for disease. World
Health Organization. 1968. https://apps.who.int/iris/han-
dle/10665/37650. (Accessed April 29, 2022)

Public Health England (2014) The UK NSC recommenda-
tion on Tay Sachs disease screening in pregnancy (archived).
Available from https://legacyscreening.phe.org.uk/taysachs.
(Accessed April 29, 2022)

Genetic testing for cystic fibrosis. National Institutes of
Health Consensus Development Conference Statement on
genetic testing for cystic fibrosis. Arch Intern Med. 1999 Jul
26;159(14):1529-39. PMID: 10421275.

Grody W.W,, Cutting G., Klinger K., et al. Subcommittee on
Cystic Fibrosis Screening, Accreditation of Genetic Service
Committee, ACMG American College of Medical Genetics.
Laboratory standards and guidelines for population-based
cystic fibrosis carrier screening. Genet Med. 2001;3:149-54.
doi: 10.1097/00125817-200103000-00010.

Gregg A.R., Aarabi M., Klugman S., et al. Screening for au-
tosomal recessive and X-linked conditions during pregnancy
and preconception: a practice resource of the American
College of Medical Genetics and Genomics (ACMG). Genet
Med. 2021;23:1793-1806. doi: 10.1038/s41436-021-01203-z.
Grody W.W., Cutting G.R., Watson M. S. The Cystic
Fibrosis mutation “arms race”: when less is more. Genet
Med. 2007;9:739-44. doi: 10.1097/gim.0b013e318159a331.
Morea A., Cameran M., Rebuffi A. G., et al. Gender-sensitive
association of CFTR gene mutations and 5T allele emerg-
ing from a large survey on infertility. Molecular Human
Reproduction. 2005;11:607-14. doi: 10.1093/molehr/gah214.

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

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

Castellani C., Macek M. Jr, Cassiman J.]., et al. Benchmarks
for cystic fibrosis carrier screening: a European consen-
sus document. J Cyst Fibros. 2010 May;9(3):165-78. doi:
10.1016/j.jcf.2010.02.005. Epub 2010 Apr 2. PMID: 20363197.
Godard B., Ten Kate L., Evers-Kiebooms G., Aymé S.
Population genetic screening programmes: principles,
techniques, practices, and policies. Eur ] Hum Genet
2003;11(Suppl 2): $49-87. doi: 10.1038/sj.ejhg.5201113.
National Regulations of Genetic counselling - EuroGentest
http://www.eurogentest.org/web/info/public/unit3/final
recommendations_genetic_conuselling.xhtml. (Accessed
April 29, 2022)

OECD GUIDELINES FOR QUALITY ASSURANCE IN
MOLECULAR GENETIC TESTING. http://www.oecd.
org/dataoecd/43/6/38839788.pdf. (Accessed April 29, 2022)
Convention for the protection of Human Rights and Dignity
of the Human Being with regard to the Application of
Biology and Medicine: Convention on Human Rights and
Biomedicine (ETS No. 164) http://conventions.coe.int/
Treaty/en/Treaties/Html/164.htm. (Accessed April 29, 2022)
Additional Protocol to the Convention on Human Rights
and Biomedicine concerning Genetic Testing for Health
Purposes (CETS No. 203) http://conventions.coe.int/Treaty/
EN/Treaties/Html/203.htm. (Accessed April 29, 2022)
Kerem B., Rommens J. M., Buchanan J. A., et al.
Identification of the cystic fibrosis gene: genetic analysis.
Science 1989;245:1073-80. doi: 10.1126/science.2570460.
Farrell PM., Rosenstein B.]., White T.B., et al. Guidelines
for diagnosis of cystic fibrosis in newborns through old-
er adults: Cystic Fibrosis Foundation consensus report. J
Pediatr. 2008;153: S4-S14. doi: 10.1016/j.jpeds.2008.05.005.
Cystic Fibrosis mutation database http://www.genet.sickkids.
on.ca (Accessed April 29, 2022)

Kashirskaya N. Yu., Kapranov N.I., Kondratyeva E.I. Mucov
iscidosis (cystic fibrosis). 2nd edition, revised and expanded.
Moscow. Publishing House <«MEDPRACTIKA-M», 2021,
680 p. (in Russ.) ISBN 978-5-98803-450-6.
Myxkosucuuios. Vsganue 2-e., nepepaboTaHHOE U [0-
nonuenHoe (mox pemaxkuueir H. 0. Kamupcxoi,
H.J. Kanpanosa un E.V. Kougparsepoit). - M.: ]|
«MEJIITPAKTUKA-M», 2021, 680 c. ISBN 978-5-98803—
450-6

Castellani C., Southern K. W,, Brownlee K., et al. European
best practice guidelines for cystic fibrosis neonatal screening.
J Cyst Fibros. 2009;8:153-73. doi: 10.1016/j.jcf.2009.01.004.
ECEFS patient registry annual reports. https://www.ecfs.eu/
projects/ecfs-patient-registry/annual-reports (Accessed
April 29, 2022)

Sepahzad A., Morris-Rosendahl D.J., Davies J. C. Cystic
Fibrosis Lung Disease Modifiers and Their Relevance in the
New Era of Precision Medicine. Genes. 2021; 12(4):562. doi:
10.3390/genes12040562.

Costello A., Abbas M., Allen A, et al. Managing the health
effects of climate change: Lancet and University College
London Institute for Global Health Commission. Lancet.
2009;373:1693-733. doi: 10.1016/S0140-6736(09)60935-1.
Register of patients with cystic fibrosis in the Russian
Federation. 2019. https://mukoviscidoz.org/doc/registr/
site_Registre_2019.pdf (Accessed April 29, 2022)

Pernrctp 60MbHBIX MyKOBMCIINE030M B Poccmiickoit
Depepary. 2019 rop. https://mukoviscidoz.org/doc/registr/
site_Registre_2019.pdf (Accessed April 29, 2022)
https://www.cff.org/medical-professionals/patient-registry
(Accessed April 29, 2022)

Patient registry 2020 annual data report. https://www.ecfs.
eu/sites/default/filess/ ECFSPR_Report_2020_v1.0%20
%2807Jun2022%29_website.pdf (Accessed April 29, 2022)



0630p | review

36.

37.

38.

39.

40.

41.

42.

43.

44.

45.

46.

47.

48.

49.

50.

51.

—

52.

53.

Dodge]J.A., Lewis P. A, Stanton M., Wilsher J. Cystic fibrosis
mortality and survival in the UK: 1947-2003 2. Eur Respir J.
2007;29:522-6. doi: 10.1183/09031936.00099506.
Shteinberg M., Haq L.]., Polineni D., Davies J. C. Cystic
fibrosis. Lancet. 2021 Jun 5;397(10290):2195-2211. doi:
10.1016/S0140-6736(20)32542-3.

Farrell P.M. The prevalence of cystic fibrosis in the
European Union. J Cyst Fibros. 2008;7:450-3. doi: 10.1016/j.
jc£.2008.03.007.

Southern K-W,, Munck A., Pollitt R., et al. A survey of new-
born screening for cystic fibrosis in Europe. J Cyst Fibros.
2007;6:57-65. doi: 10.1016/j.jcf.2006.05.008.

Castellani C., Picci L., Tamanini A., et al. Association be-
tween carrier screening and incidence of cystic fibrosis.
JAMA. 2009;302:2573-9. doi:10.1001/jama.2009.1758.
Dequeker E., Stuhrmann M., Morris M. A., et al. Best prac-
tice guidelines for molecular genetic diagnosis of cystic
fibrosis and CFTR-related disorders-updated European
recommendations. Eur | Hum Genet. 2009;17:51-65. doi:
10.1038/ejhg.2008.136.

European Society of Human Genetics. Genetic testing in
asymptomatic minors: Recommendations of the European
Society of Human Genetics. Eur ] Hum Genet. 2009;17:720—
1. doi: 10.1038/ejhg.2009.26.

Sawyer S.M., Cerritelli B., Carter L.S,, et al. Changing their
minds with time: a comparison of hypothetical and actual
reproductive behaviours in parents of children with cys-
tic fibrosis. Pediatrics. 2006;118: e649-56. doi: 10.1542/
peds.2005-2551.

Dudding T., Wilcken B., Burgess B., et al. Reproductive deci-
sions after neonatal screening identifies cystic fibrosis. Arch
Dis Child Fetal Neonatal Ed. 2000;82: F124-7. doi:10.1136/
fn.82.2.f124.

Clausen H., Brandt N.J., Schwartz M., Skovby E. Psycho-
logical impact of carrier screening for cystic fibrosis among
pregnant women. Eur ] Hum Genet. 1996; 4: 120-3. doi:
10.1159/000472181.

Super M., Schwarz M.J, Malone G., et al. Active cascade test-
ing for carriers of cystic fibrosis gene. BM]J. 1994;308:1462-7.
doi: 10.1136/bm;.308.6942.1462.

Massie J., Petrou V., Forbes R., et al. Population-Based
Carrier Screening for Cystic Fibrosis in Victoria: the first
three years experience. Aust ] Obset Gynae. 2009;49:484-9.
doi: 10.1111/§.1479-828X.2009.01045.x.

Levenkron J.C., Loader S., Rowley P.T. Carrier screening
for cystic fibrosis: test acceptance and one year follow-up.
Am ] Med Genet. 1997;73:378-86. doi: 10.1002/(sici) 1096
8628(19971231)73:4%3C378:: aid-ajmg2%3E3.0.co;2-k.
Toannou L., Massie J., Collins V., et al. Population Based
Genetic Screening for Cystic Fibrosis: Attitudes and
Outcomes. Public Health Genomics. 2010;13(7-8):449-56.
doi: 10.1159/000276544.

Delvaux L., van Tongerloo A., Messiaen L., et al. Carrier
screening for cystic fibrosis in a prenatal setting. Genet Test.
2001;5:117-25. doi: 10.1089/109065701753145574.

Grody W.W., Dunkel-Schetter C., Tatsugawa Z.H., et al.
PCR-based screening for cystic fibrosis carrier mutations
in an ethnically diverse pregnant population. Am J Hum
Genet 1997;60:935-47. PMID: 9106541.

Axworthy D., Brock D.]., Bobrow M., Marteau T. M.
Psychological impact of population-based carrier testing for
cystic fibrosis: 3-year follow-up. UK Cystic Fibrosis Follow-
Up Study Group. Lancet.. 1996 May 25;347(9013):1443-6.
doi: 10.1016/50140-6736(96)91683-9. PMID: 8676627.
Mennie M.E., Axworthy D., Liston W. A., Brock D.]. Prenatal
screening for cystic fibrosis carriers: does the method of
testing affect the longer-term understanding and repro-
ductive behaviour of women? Prenat Diagn. 1997;17:853—

54.

55.

56.

57.

58.

59.

60.

61.

62.

63.

64.

65.

66.

67.

68.

69.

70.

60. doi: 10.1002/(sici)1097-0223(199709)17:9%3C853::
aid-pd151%3E3.0.c0;2-3

Witt D.R., Schaefer C., Hallam P, et al. Cystic fibrosis het-
erozygote screening in 5,161 pregnant women. Am | Hum
Genet. 1996;58:823-35. PMID: 8644747.

McClaren B.J., Delatycki M. B., Collins V., et al. ‘It is not in
my world’: an exploration of attitudes and influences associ-
ated with cystic fibrosis carrier screening. Eur ] Hum Genet.
2008;16:435-44. doi: 10.1038/sj.ejhg.5201965.

Henneman L., Bramsen 1., van Kempen L., et al. Offering
preconceptional cystic fibrosis carrier couple screening in
the absence of established preconceptional care services.
Community Genet. 2003;6:5-13. doi: 10.1159/000069540.

Wake S.A., Rogers C.]., Colley P. W, et al. Cystic fibrosis car-
rier screening in two New South Wales country towns. Med
J Aust. 1996;164(8):471-4. doi: 10.5694/j.1326-5377.1996.
tb122123.x.

Durfy S.J., Page A., Eng B., et al. Attitudes of high school
students toward carrier screening and prenatal diagnosis
of cystic fibrosis. ] Genet Couns. 1994;3:141-55. PMID:
1640429.

Kornreich R., Ekstein J., Edelmann L., Desnick R.]J.
Premarital and prenatal screening for cystic fibrosis: ex-
perience in the Ashkenazi Jewish population. Genet Med.
2004;6:415-20. doi: 10.1097/01.gim.0000139510.00644.£7.

Brock D.]J. Prenatal screening for cystic fibrosis: 5 years’
experience reviewed. Lancet. 1996;347:148-50. doi: 10.1016/
$0140-6736(96)90340-2

ten Kate L.P., Verheij J. B., Wildhagen M. F, et al.
Comparison of single-entry and double-entry two-step
couple screening for cystic fibrosis carriers. Hum Hered
1996;46:20-5. doi: 10.1159/000154320. PMID: 8825458.

Rogowski W. Current impact of gene technology on
healthcare. A map of economic assessments. Health Policy.
2007;80:340-57. doi: 10.1016/j.healthpol.2006.03.009

Radhakrishnan M., van Gool K., Hall J., et al. Economic
evaluation of cystic fibrosis screening: a review of the liter-
ature. Health Policy. 2008;85:133-47. doi: 10.1016/j.health-
p0l.2007.07.007

Avram C.M.,, Dyer A.L,, Shaffer B.L., Caughey A.B. The
cost-effectiveness of genotyping versus sequencing for pre-
natal cystic fibrosis carrier screening. Prenat Diagn. 2021;
41(11): 1449-1459. doi:10.1002/pd.6027

Norman R., van Gool K., Hall J., et al. Cost-effectiveness of
carrier screening for cystic fibrosis in Australia. ] Cyst Fibros.
2012;11(4):281-287. doi: 10.1016/j.jcf.2012.02.007

Rowley PT., Loader S., Kaplan R. M. Prenatal screening for
cystic fibrosis carriers: an economic evaluation. Am ] Hum
Genet. 1998;63(4):1160-1174. doi: 10.1086/302042.

Cairns J., Shackley P,, Hundley V. Decision making with re-
spect to diagnostic testing: a method of valuing the benefits
of antenatal screening. Med Decis Mak. 1996;16(2):161-168.
doi: 10.1177/0272989x9601600208.

Cystic Fibrosis Foundation Patient Registry 2015 Annual
Data Report. https://www.cff.org/our-research/cf-patient-
registry/2015-patient-registry-annual-data-report.pdf
(Accessed July 31, 2019)

United States Securities and Exchange Commission. Vertex
Pharmaceuticals Incorporated 2019. https://www.sec.gov/ix-
2doc=/Archives/edgar/data/875320/000087532019000048/
triple.htm (Accessed 01 May 2022)

EUROGAPPP PROJECT 1999-2000 Public and
Professional Policy Committee (PPPC)* Population genetic
screening programmes: Proposed recommendations of the
European Society of Human Genetics. Eur ] Hum Genet.
2000 Dec;8(12):998-1000. doi: 10.1038/sj.ejhg.5200587.

159



