NMPEHATAJIbHAA OUATHOCTUKA CJITYHYHAA MYKOBUCLUUOO3A
B COYETAHUWN C TEPMETUYECKOU MUHOEKLUUEN Y
POOUTENEN C HEOTATOWEHHbIM CEMEVAHBIM AHAMHE3OM

BBEOEHUE

MykoBucumao3 (MB) unm KuctosHbli ¢pnbpos
(Cystic Fibrosis, CF) — xpoHuuyeckoe reHeTnye-
cKoe 3abosieBaHNe, KOTOPOE MOopa)kaeT 3K30-
CeKpeTOpHble Xene3bl, OTBeYalLe 3a npoms-
BOACTBO C/IN3M U MOTa, a TakKe AblXaTesibHYyIo,
NYLeBapUTENbHYIO 1 PENnpPOOYKTUBHYIO CUCTe-
Mbl. MB npegcTtaBnset cobon Taxenoe 3abone-
BaHUWe, 006ycnoBieHHoe MyTauuamu B reHe CFTR
(Cystic Fibrosis Transmembrane Conductance
Regulator), n xapakTtepusyeTtca ayTOCOMHO-pe-
LleCCMBHbIM TUMOM HacnegoBaHuA [1].

Knaccndumkauyma MB no MKB-11 (BO3, 2002 r.)
npeacTaBiieHa WUPOKUM CMEKTPOM BapuaLluii:
Knaccnyeckuim MB ¢ naHKpeaTnyeckom HefoCTa-
TOYHOCTbIO; Knaccnyecknin MB ¢ HeHapylueHHON
byHKUMEN NogKenyaoUYHOM Xenesbl; aTUMUYHbI
MB; nsonupoBaHHas 06CTPYKTUBHasA a3oocnep-
MUSA; XPOHUYECKUI MaHKPeaTUT; annepruyeckunin
GPOHXONEroYHbIN acnepruines; AUCCEMUHUPO-
BaHHble OPOHX03KTa3bl; ANGY3HbIA MAHOPOH-
XVONUT; CKNEepO3UPYIOLWUN XONAHIUT; HEOHa-
TanbHaA runepTpuncruHoreHemus. Kpome storo,
BbIAENAT OCHOBHbIE KNMHMYecKme dopmbl MB:
CMellaHHasA (nopaxeHne OPOHXONEroYHoON Cu-
CTeMbl W XeNy[oYHO-KULWEYHOro Tpakta (75—
80%)); npenmyLllecTBeHHO neroyHasa (15-20%);
NnperMyLLeCcTBEHHO KuweyHas (5%) [2].

B pepkux cnyyaax MB moxeT npoaBnAaTbcA B
BuAe AedeKTa CBepPTbIBaHMA KPOBU, KaK CneacT-
BV€ HapyLleHMA BcacblBaHUA BUTamuHa K y na-
ymeHToB ¢ MB [3].

MB ocobeHHO pacnpocTpaHeH cpeau npep-
cTaBuTenelnn 6enon pacbl, CeBEPOEBPONENCKMX
HapOJO0B, NAaTMHOAMEPUKAHLEB Y aMEPUKAHCKMX
nHaenues [4]. YcpegHeHHasa YacToTa JaHHOro 3a-
6oneBaHusi coctaBndAeT 1 Ha 2500 XUBOPOXKAEH-
HbIX geTein 6enoit pacol [1]. Kaxgpbiin 25 xutenb
EBponbl ABnAeTCcA HocCuTeNleM MOPaXKeHHOro
reHa [5]. LLnpokoe BHeppeHMe HeoHaTasIbHOrO
CKPWHWHra faHHoro 3aboneBaHunA B cTpaHax EB-
porbl No3BonAUIO 6onee TOUHO onpeaennTb Ya-
ctoty MB cpeiyl HOBOPOXAEHHbIX. Tak, cornacHo
JaHHbIM Southern n coaBrT., YacTota MB B EBpone
cocTaBnset 2,9 Ha 10 000 HOBOPOXAEHHbIX (T. €.
1:3500) [6]. B CLUA »xwuByT 30 TbiC. ntogen ¢ MB.
ExxerofHoO pernctpupyetcsa oKono 1 TbiC. HOBbIX
cnyyaes 3aboneBaHuA [4].

lNpoeepeHHoe B 2012 rogy wccnegoBaHune
Scotet 1 coaBT. CBUAETENLCTBYET O MOCTENEHHOM
CHUXKeHUK yactoTbl MB (B nepuog ¢ 1975 roga no
2009 nprnbnunsntenbHo Ha 40%). ITo siBNEHWE CBA-
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3bIBaIOT C M3MEHeHVeM NONNTHKM B 061acTy 3gpa-
BOOXPaHeHMsA, BHepeHNeM NpeHaTasibHoW gunar-
HOCTUKW, BbIABAEHWEM HOCUTENbCTBA MyTauuii,
gemorpaduyeckumm  paktopamm  (yMeHbLUeHve
pa3mepoB cemer, NOMYMALUNOHHOE CMeLLEeHMe,
CHWKEHWe SHAoOraMUn 1 UHOpUANHra) U T. . [1].

OwwnbKa B NOCTaHOBKE AMarHo3a oLeHrBaeTca
B 4% [4]. BbiknBaemocTtb 60nbHbIX ¢ MB B CLLUA
B CpefHem cocTaBndAeT 37 net AnA »KeHwwmH n 40
net Ana My>u4uH [7]. OTMeUYeHo, UTO My>XUMHbI Ha
19% nMmetoT 6oee HN3KNIN CKOPPEKTUPOBAHHBIN
PVCK CMEePTHOCTN, YeM »KeHwwmHbl [7]. B KaHage
CpefHAA BbKMBAEeMOCTb cocTaBnsaeTt 47,7 net [8].
Mo oueHKaM yYeHbIX, CPefHAA BbIXKNBAEMOCTb
npu MB B 6nvxalilume rofbl MOXeT fJocTndb 50
net [9].

OpHako yBenMyeHne MPOAOIKUTENbHOCTY
XM3HU 60NbHbIX ¢ MB BbIABUIO Apyrvie npobne-
Mbl, Takue Kak MB-accounmmnpoBaHHbIN CaxapHbli
Avnabet n ocrteonopos. Kpome Ttoro, 95-97%
MYy>KUnH ¢ MB aBnsaioTca ctepunbHbiMn [4, 10].
HekoTopble unccnegoBaHna TakKe CBUAETENb-
CTBYIOT O TOM, UTO U FeTePO3UTOTHbIE HOCUTENM
MyTaumin B reHe MB MOryT MeTb OTArOLLEHHbIN
KNMHWYeCcKnin aHamHe3. Mpy 3ToM 06CTpyKTUB-
Hble 3a60NeBaHNA NIErknx, 6POHXMaNbHasA acTMa,
XPOHMNYECKNE PUHOCUHYCUTbI OTMEYatoTCA Yalle,
yem B cpefHeMm B nonynauuu [11-14].

MPEHATANNbHAA ONWATHOCTUKA

B 6onblIMHCTBE CilydaeB MpeHaTasbHasA guar-
HOCTMKa MB, Kak npaBwuno, npegnaraeTcsa CEMbsM,
yXe UMEILMM AeTell ¢ 3TMM 3aboneBaHrem. Yto
KacaeTcA MNpOCMNeKTUBHOW NpeHaTanbHOW Aumar-
HOCTUKM MB B cembsAX C HEOTArOLLEHHbIM aHAaMHe-
30M, a TaKXe Y Cynpy»Keckux nap C yCTaHOBMEH-
HbIM CTaTyCOM TeTepO3UrOTHOr0 HOCUTENbCTBA
myTaumi B reHe CFTR, To B MMpoBoON nutepatype
OHa npepjcTaBfieHa NpenumyLecTBEHHO Cnopaau-
Yyeckumun cnydaamu [15]. Bo Bcex ocTanbHbIX Ciy-
YasAx npeHaTtanbHaa amarHoctuka MB ocHoBaHa
Ha Y3 petekumn rmnepaXoreHHOCTU KULLeYHMKa
[16]. /N TonbKO B OTAENbHbIX PErMOHaX Takown Nog-
XOf NCMONb3yeTcA NPU MacCOBOM PYTMHHOM Mpe-
HaTanbHOM Y3 ckpuHuHre [17, 18].

[MNepsxoreHHbI KULWEYHWUK nnoda BrnepBble
6bin onucaH Lince u coaBT. B 1985 I. Kak camo-
CTOATENbHbIN 3XO-MapKep, accoumumpyembii ¢
HebnaronpuATHbIM  NepUHaTanbHbIM  MPOrHO-
30Mm [19]. OH aABnAeTCA OgHUM N3 CaMbiX M3BECT-
HbIX MPeHaTaNbHbIX 3XOrpaduuecknx MapKepos
BPOXAEHHbIX 1 HAaCNeACTBEHHbIX 3aboneBaHuit,
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MIZKONNCUUNTUUTIHAPHI TNMTPOBJIEMH

XapaKTepur3ysacb BbICOKOWM 3XOrEHHOCTbIO, CXOXKEW C IXOreHHO-
CTbto KocTen [20].

lMoBbIWEHNE IXOTEHHOCTU OOBACHAETCA aKKyMymsiLnen me-
KOHMA B TOHKOM KUMLLUEYHMKe Mnnofa B Cpoke okono 16 Hepenb
rectaumm. Mo wkane, npegnoxeHHon Slotnick n Abuhamad, Bbi-
JenAlT yeTblpe CTeneHn rpagauumn 3XOreHHOCTU KULeYHMKa:
0 — HopmarnbHas, 1 — NOBbIWEHHAsA SXOreHHOCTb, HE3HAUYUTENb-
HO YCTYMaloLLaa SXOreHHOCTN KOCTHOW TKaHW, 2 — SXOTe€HHOCTb,
paBHaA 3XOreHHOCTN KOCTHOW TKaHW, 3 — 3XOreHHOCTb, NpeBbl-
LLAOLLAA OXOreHHOCTb KocTel nnofda [21]. OaHako 37Ta wWwKana He
HaLLa LWMPOKOro NPUMEHEHUA B KNMHMYECKOW NPaKTUKe.

[MNepPaXOreHHbIN KULEYHUK NPy PYTUHHOM Y3 CKPUHWHIe
Bo Il TpumecTpe BcTpeyvaetca y 0,2-1,8% nnogos 1 B 60MbLUNH-
CTBe cylyyaeB ncyesaet K 20 Hegenam rectaumm [22].

JanbHenwaa nepcucTeHUMA KapTUHbI TUNEPIXOreHHOro
KMLLIEYHMKA MOXEeT HabntoaaTbCs BANOTb 4O KOHLA TpeTbero
TprMecTpa 6epeMeHHOCTU 1, 38 PeAKUM UCKIOUYEHEM, acCo-
LUUMpyeTca C pasnnyHbIMK MAaTONOrMYeCKUMN CoCcToaHnAMM. K
HUM OTHOCATCA XPOMOCOMHble aHomanuu (XA) (ayTOCOMHble
TPUCOMUU, NMPENMYLLECTBEHHO CMHAPOM [layHa, MOHOCOMUA
X, Tpunnonaun), Kotopble obHapy:xuBatT y 8-15% nnonos
C TUMEPIXOreHHbIM KULLIEYHMKOM. Y aHeymnIouAHbIX NiogoB
3TO OODBACHAETCA YMEHbLUEHVEM NEPUCTANbTUKN KULIEYHMKA,
conpoBoXaatoLwenca nosbilleHrem abcopbumn Bogbl U3 me-
KOHUA, KaK CNeACcTBUE CHUXKEHWA aKTUBHOCTU AUreCTMBHbIX
depmeHTOB [22].

[MNepaXOreHHbIN KULIEYHUK TaKXKe MOXKET Habnopatbcs
y 4acTu NAOAOB C 3afePXKKOWN Pa3BUTMA KaK CnefcTBuMe uile-
MuUn 6pbiKerky [23], Npy MHTPaaMHMANbHOM KPOBOTEYEHUN
1 3arnaTbiBaHMM NIOAOM SN1EMEHTOB KPoBY [24], npn 6onesHun
MMpunpyHra, OKKN3un KuweyHuka [25-28], manosoguu [29],
a TaKXe Mpu BHYTpUyTpo6HON nHdekummn (BYW) nnopa, Kak
cneacTBue BOCNANUTENbHOMO NpoLecca Uin MeKOHUanbHOro
neputoHnTa [30, 31]. CornacHo onyb6MKOBaHHbIM OaHHbIM,
YyactoTa BYW npu runepaxoreHHOM KulieyHuKe y nnofga Bapb-
npyet ot 0 no 10% [32].

CneKkTp nepuHaTafbHbIX WHGEKUMIA Mpy 3TOM yalle BCEro
npeacTaBneH LMTOMErajloBUPYyCOM, reprnecom, CUprnmcom, Tok-
COMNasMo30M, KpacHyxol 1 napsosupycom B19. [unepaxorex-
HbI KULWEeYHWK Habntopaetca y 50-75% nnogos ¢ MB [15, 18].

Mpu MB B pe3ynbTtate auchyHkuum CFTR npoTenHa npowc-
XOAUT OereHepauna CEKpPeToB CIN3WM, YTO MOBbILLAET ee BA3-
KOCTb, NPUBOANT K OOCTPYKLMM NeTeNb KMLLEYHKKA U ABNAETCA
NPUYNHON MEKOHMANbHOTO mieyca.

HauvHasa ¢ 17-18 Hepenn 6epemMeHHOCTH, U3 KenyLouHO-
KULLIEYHOro TpakTa njofa B aMHMOTUYECKYH UAKOCTb Bbl-
LenAaTca onpefeneHHble depmeHTbl, obpasyolmecs B ero
opraHusmMe (aMmmMHomnenTuaasbl, KuweyHass Gopma LLeToUHOM
docdaTaszbl n gpyrue). MNpu MB nx KoHUEHTpauua 3HaunTeNb-
HO HUMXKe HOPMbI, TaK KaK CIM3UCTble MPOOKN 3aKynopusatoT
NPOCBET KMLLEYHIMKA, NPENATCTBYA BblAENIEHNIO €ero Cofep»Ku-
MO0 B aMHNOTUYECKYH0 XMNAKoCTb [33].

Bo BTOpoMm TpumecTpe B aMHMOTMYECKON XNOKOCTUN cogep-
YKUTCA Ba OCHOBHbIX M30dpepMeHTa 06Lel WwenoyHon pocda-
Ta3bl (OLL®), oanH 113 KOTOPbIX CMOCOOEH MHTMOUPOBATbL GEHN-
nanaHviH, a Apyron MHrMbrpyeT roMmoaprHH. COOTHOLIEHUA
3TX n30depPMeHTOB MOCTOAHHbI Mexay 15 u 21 Hegenamum
6epemeHHOCTU. B ciyyae MB y nnoga npu 6epemMeHHOCTU Ha-
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6nopaeTca rny6oknin aedunumnT deHnnanaHuH-nHrMbrpyoLen
$opMbl, KOTOpasa MPOUCXOAUT raBHbIM 006pa3omM M3 CAN3u-
CTbIX KNETOK KMLLeyHuKa nnoga. [Mpu CHUKeHNn nokasaTtenemn
OLW® B amHMOTMYECKOW »KMAKOCTN puck MB y nnoga oueHu-
BaeTcA Kak 28:1, NOXKHOMONOXUTENbHbIV pe3ynbTaT — 1% [34].

YyBCTBMTENBHOCTb CHWXKEHMWA MOKa3aTenen gpyroro dep-
MeHTa — ramma-rnytammnTpaHcnentmaasbl (ITTI) oueHnBaet-
cs Kak 78% [35].

MpepcTaBnsaem onucaHve COGCTBEHHOIO KIMHNYECKOTO CIly-
yaa NpeHaTanbHOWM AnArHOCTMKN MB B cembe C HeOTAroLeH-
HbIM @aHAMHE30M.

MATEPUAJbI U METObl UCCNEQOBAHUIA

bepemeHHan [1. (22 roga) 6bina HanpaeneHa B MexobnacT-
HOWM LUEHTP MeAMVLMHCKON FeHeTMKN U npeHaTasibHOM Auar-
HocTukM mm. T.H. BeponoteensaHa (r. Kpmon Por) Ha KoH-
cynbTaumio 1 obcnegoBaHne K3 Yepkacckoro ob6nacTHOro
MeAUNKO-TEHETUYECKOrO LieHTpa CO CliefyloWwmnmM AMarHo3oMm:
«1-51 6epemMeHHOCTb, 20 Hepf., SXOreHHbIV KULIEYHVK, areHe3uns
»KeNnuYHoro ny3bipA?, atpesuna aHyca?». Comatmyeckun, penpo-
LOYKTUBHBIN 1 CEMENHbIN aHaMHE3 He OTAroLLeH; 6pak nepBbli,
My (27 neT) comaTMyecky 340POB, aHaMHE3 TaKXe He OTAro-
weH. flo HacTynneHnsa 6epeMeHHOCTM Y NaueHTKN nepuogm-
Yyeckn oTMevanu KIUHUYECKME MPOABIEHUs repneTuyeckomn
nHbeKuUn c noKkanmnsaumei Ha rybax (herpes labialis). B 12 Hep.
rectaymm 6epemMeHHas NpoLusia No MecTy XX1TenbCcTBa KOMOu-
HUPOBAHHbBIN MpPeHaTaNbHbIA CKPUHWHI: KOMUYUKO-TEMEHHOM
pasmep — 52 mm, TONLWMHA BOPOTHUKOBOIO MPOCTPaHCTBA — 2,3
MM; B labopaTopum «CUH3BO» Obinv onpepesieHbl CbiIBOPOTOY-
Hble 6uoxrmmyeckne mapkepsbl: PAPP-A - 0,73 MoM, B-XI'Y -
0,74 MoM, KOMOVHMPOBaHHbIV pUCK Tpucomun 21 - 1:2071.

B HaweMm LieHTpe XeHLMHe 6blfI0 MPOBEAEHO PACLLUUPEHHOE
Y3 c npymeHeHnem ¥3 cucteMbl 3KCnepTHOro Knacca Voluson —
E8 (B15) (General Electric, CLLA-ABcTpuUs).

Mon npsMbIM KoHTponem 3xorpadum (Y3 ckaHep R-3
Samsung Medison, Kopes) B acentnuyeckmx ycnoBusax onepa-
LIMOHHOW 6bin NpoBefeH amMmHuoueHTe3 (nrna 20G x 9 cm, Tin
Chiba) ¢ nocnegyowmnm UUTOreHeTMYECKNM, OMOXUMUYECKUM
N MONIEKYNAPHO-TEHETUYECKUM UCCIefOBaHMEM.

B cBA3M C Tem, UTO rMNEepP3IXOreHHbIN KULLEYHNK MOXKeT ac-
couMmMpoBaTbCA C MoBblleHneM pucka MB, XA 1 BYW 6bin
npoBeAeH amMHMOLEeHTe3 C Lenbio AnarHoctuku MB, a Takxke
npeHaTasibHOe KapuOTUMMPOBaHKE MOJTyYeHHbIX 06pasLoB
amMmHuoTmnyeckom xugkoctu n MUP-Tect Ha BYW.

WccnepoBaHmne ypoBHA aurectnBHbix depmeHTos — OLLUO 1
ITTN - npoBOAUNIOCb METOAOM CMEKTPOodOTOMETPUM (CNEKT-
podoTtomeTp SOLAR, Habopbl «DiniciT-giarHoCTMKax», YKpanHa).

MoneKkynsapHo-reHeTYeCKMe  UCCNefoBaHUs  BKAOYanu
onpepneneHune myTtauun AF508, dele21kb B reHe CFTR v BbisiB-
neHuve yyactkoB [HK romonornynbix Cytomegalovirus, Herpes
simplevirus 1-2 Tuna, Toxoplasma gondii. BoipeneHune IHK npo-
BOAMNOCH 13 1,5 M1 aMHUOTNYECKON XMAKOCTU C MCMONb30Ba-
Hvem Habopos Purelink Genomic DNA Mini Kit (Invitrogene,
CWA). Amnandukauma npoBogmnacb C KCMNOSb30BaHMEM
Habopos TagMan SNP genotyping assays (Life technologies,
CLA) n Cytomegalovirus, Herpes simple virus |, I, Toxoplasma
gondii («AHK-TexHONorns», Poccus) c getekurein pesynbraTtos
B peXkume peanbHoro BpemeHu Ha npubope IQ5 (BioRad, CLLIA).
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KaprotunnpoBaHve aMHMOLMTOB MNPOBOAMIIOCH COrnac-
HO MeTogMnuyeckumMm pekomeHgaumam [40] ¢ ncnonb3oBaHMeM
cpeabl Amnio MAX (Gibco, CLUA). Ina aHann3a ncnonb3oBanu
GTG-meTop anddepeHLmManbHOM OKPaCcKN.

PE3YJIbTATbl UCCNIEAOBAHNI

Mpu Y3W y nnopga no 6uonapameTpam, COOTBETCTBYHOLNM
rectaynoHHomy Bo3pacTy 20 Hef., BU3yanu3npoBanca runep-
3XOreHHbIN KuleyHuK (puc. 1), xKenuHbii nysbipb 10,6 x 3,3
MM C 9XOFeHHbIMU CTEHKaMU ONpeaenanca B TUNMYHOM MecTe
(pwc. 2); nnaueHTa 6bl1a NOKaNM30BaHa No 3afHen CTeHKe, ToN-
WK1Ha 26 MM, CTPYKTYpa roMoreHHas,, 6e3 ocobeHHocTel, am-
HUOTUYECKUI UHAeKC — 123. Kakne-nnbo mopdonornyeckume
aHOManuu pasBUTMA Nnoda u gpyrue [OMNOSIHUTENbHbIE 3XO-
Mapkepbl XA 1 BYU o6HapyeHbl He 6bln.

PucyHok 1. Ixorpamma 6proLuHoi N0N0CTY NNOAA C FUNEPIXOreHHbIM
KULLIEYHMKOM B cpoKe 20 Hef. rectauum
AKcnanbHas nnockoCTb CKaHUpOBaHUA

PucyHok 2. 3xorpamma 6pIoLLHOI NOAOCTY NNOAA C HOPMANBHO
PacnonoXeHHbIM XeNYHbIM Ny3bipeM ¢ pparmeHTamm runepIXoreHHoro
KMWEYHUKa

AkcunanbHas nnockocTb CKaHWUpOBaHUA

[emogMHaMuueckne mnokasaTenn apTepranbHOr0 MaTOYHO-
nnayeHTapHoro (cucrono-gractonuueckoe otHoweHve (CHO)
4,0; nynbcaymnoHHbln nHaekc (M) 1,6; HAEKC Pe3NCTEHTHOCTU
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(1P) 0,7) n nnogoBo-NnaueHTapHoro KpooTtoka (CAO 4,29; M
1,3; P 0,77) npwn gonnepomMeTpum 6o B npegenax 95 npouex-
TUNb HOPMATVBHbIX 3HAYEHWI 419 CBOETO recTaLMIOHHOro CpoKa.

Mpu 6uoxMMmMyeckoM WUCCNefoBaHUN AUTeCTUBHBLIX dep-
MEHTOB B OKOJIOM/IOAHbIX BOAAX Oblfn MosyyYeHbl ClegytoLlme
pe3ynbraTbl: OLL® - 5 ME/n (HopmaTrBHble nokasatenu 14-58
ME/n), TTTM - 63 ME/n (HopmaTuBHble nokasatenn 100-580
ME/n) [35], uTO NpW OTCYTCTBUU areHe3nmn GUIMAPHBIX MPOTO-
KOB Yy Nnofa ABNAeTCA XapaKTepHbIm Ana MB, Ho MoXeT Habto-
nfatbca n npu XA [37, 38].

MNpoBegeHHOe MoONEKynApHO-TeHeTUYecKkoe nccnefoBaHme
06pasLa aMHMOTNYECKOW XNAKOCTM NOKa3aso Hannuue y no-
Ja maxopHoun myTtauum AF508 B reHe CFTR B romo3nrotHom
COCTOAHUN 1 Hannume yyactkoB [HK romonornuyHbix Herpes
simple virus 1, 1l, a nocnepyoliee ob6cnegoBaHne 060vx poau-
Teslell NOATBEPAWIIO Y HUX FeTePO3UTrOTHOE HOCUTENIbCTBO AaH-
How myTauun. Kapuotun nnoga — 46, XX.

YuntbiBas HeGnaronpuATHbIA MOPOMAHBIA NPOrHO3, NO Xe-
naHuo cembk nnod ¢ MB 6bin1 aNMMUHMPOBAH Ha 22 Hep. be-
pemeHHocTu. [Mpy ayToncKm y nnofa »KeHCKOro nosa, Maccom
400 r, gnrHOM 19 €M OTMeYeHbl XapaKTepHble npossneHna MB
(puc. 3), uto 6bINO BepMOUUUPOBAHO MPY MATOTMCTONOMU-
yeckoM mccnefoBaHun (puc. 4-6). YunTbiBaa BbICOKUI peK-
KYpeHTHbIl puck MB, cembe 6blfl0 peKOMeHLOBaHO 006s-
3aTeflbHOe NpoBefdeHMEe MpeHaTasbHOW AWArHOCTUKU Mpwu
nocnegymwlymx 6epeMeHHOCTAX.

Pucynok 3. Ayroncua aboptupoBanHoro ninopa ¢ MB B cpoke 21 Hep.
recrauum
/13BneyeH Komnnekc BHYTPEHHUX OPraHOB, NET/IN TOJICTOTO KNLLEYHIKA TEMHO-3€11€HOr0 LiBETa
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OBCYXIEHUE PE3YJIbTATOB

B Hawem HabniogeHnW y syniongHoro nioga ¢ rmnepsxo-
FeHHbIM KULIEYHNKOM MPU Hann4mm XenyHoro nysbipa ypo-
BEHb 3KCKPeLWW YKa3aHHbIX ANUreCTUBHbIX SH31IMOB B aMHMNO-
TUYECKOW XMUIKOCTU ObIN 3HAUNTENIBHO HUXKe pedepeHTHbIX
3HaYeHUN AA CBOEro recTauMoOHHOro CPOKa, YTO yKasblBano
Ha BbICOKYI0 BEepOATHOCTb MB 1 nocnynno ocHoBaHuem gna
nposeaeHna HK-gnarHocTnkmn mMakopHbix myTtauun MB. U3-
BECTHO, UTO B 75% cnyyaes npununHon MB asnaetca mytauua
reHa CFTR AF508. Ecnv 3Ta MmyTauus He BCTpevaeTcs y 06omx
poauTtenen, puck KNCTo3Horo ¢pubposa y niopa 4OCTaTOHHO
HM3KMI — 1:4000. B Tex cnyvasx, korga oba poautens sBAstOT-
CA HOCUTENAMW MyTaLUK, PUCK Pa3BUTUA KNCTO3HOTO Gprbpo-
3ay nnoga coctasnser 1:20.

CornacHo pesynbTaTtamM NPOBeAEeHHbIX NCCiefjoBaHUN, B Cy-

PMCYHOK 4, Tuctonorunyeckuit npenapar TOHKOro KMlle4YHnkKa:

KUCTO3HOE pacLunpeHue NPOCBETa TOHKOI KULIKH, GopmupoBaHue
MeKoHMabHOro Mneyca yasx rrnepIXoreHHoro KuweyHuKa y nnoga yactotra MB co-

MuKpoGoTOrpadus, OKpaLLIMBaHIIe FeMaTOKCUIIMH-303HOM, yBennueHie X 100 cTaBnAeT B cpefHem oT 4% (0,8-13,3%). MonyueHHble pasHbIMK

nccnefoBaTensMU JaHHble CBUAETENBbCTBYIOT, UTO OOHapy»Ke-
HMe r’MNepPIXOreHHOro KMLWEeYHKa MOXXHO CYMTaTb OCHOBAHU-
eM 519 OTHECEeHNA NaLWEHTKM B FPYMNMNYy pUCKa MO POXAEHWIO
pebeHka ¢ MB, NOCKONbKY 06N NONYNALMOHHBIA PUCK CO-
ctasnsaeT 0,1-0,2%, a Nnpn rmnepsaxoreHHOM KulieyHunke — 4%.
Kpome Toro, yactota MB y N0A0B C rMnepaxoreHHbIM KuLey-
HUKOM 3aBUCWT OT nonynAumn. Tak, B NONynAUUM BbICOKOTO
pucKa, Korga oba poanTensa ABAAOTCA HoCUTeNnAMY reHa MB,
YyacToTa KUcTo3Horo ¢ubposa y nnofoB C rmnepIXoreHHbIM
KuweyHukom pgocturaeT 40% Mo cpaBHeHUIO C nonynaumnen
HU3KOro p1CKa, rae oHa coctasnsaet 1% [20].

B 3TOM CBA3M nNpeacTaBNAKT MHTEpPeC pe3ynbTaTbl OAHOIo
MacwTabHoro uccnepoBaHus, npoBefeHHoro Bo MpaHuum
[39]. PeTpocneKTMBHbIN aHanu3, NpoBefAeHHbIN 3a 10-neTHU
neprop no pesynbraTam PYTUHHOrO Y3 cKpuHuHra 346 554
6epemMeHHOCTel B 22 Hef. U MOCNeAyWwrM MONEKYNAPHO-
reHeTuyecknm TectmpoBaHnem MB B npoBuHumm bpeTtaHb ¢
HaceneHveMm 2,8 MiH. yenoBek (MperMyLLeCTBEHHO KeNbTCKO-
ro NPOVCXOXAEeHUs) NoKasan, uto y 142 nnogos (10,04%) 6bin
O6HApYXEH TMMEPIXOreHHbI KuweyHuk [39]. Bo Bcex 3Tumx
PucyHok 5. lucTonoruyeckuii npenapar ToCTOro KuLIYHNKA: cniyyasx Gbina nposefeHa MpeHaTasibHas MOJIEKYAPHO-Te-
MPOCBET TONICTOW KUMLUKY 3an0NHEH MEKOHMANbHbIMM HeTuyecKkan AuarHocTvka MB. Ha nepsom 3Tane nposoaunca
Maccami NoBbILIEHHOM NNOTHOCTY N
Mukpodotorpadus, okpaLLBaHie reMaToKCUANH-303MHOM, yBennyeHine X 100 MOIEKyNAPHO-TEHETUUECKNIA aHaNN3 TPex 3k30HOB (7, 10, 11)

; - ; reHa CFTR, uto nosonuno naeHTnduLumpoBaTtb 87% myTa-
LM, KOTopble BCTPEYalTCcA B NONyAALUN 3TOro pernoHa. B
cnyyae OTCYTCTBMA MyTaLUA B 3TUX SK30HAX JOMONHUTENbHO
aHanu3supoBanucb 3, 4, 13, 14a, 14b, 17b, 19, 20 n 21 3K30HbI,
4YTO NO3BOJINNO BbIABUTL 98% MyTaumin. Bo Bcex cnyyasax ogHo-
BPEMeHHO MPOBOANIOCH KapuoTunuposaHme nnogos u lNLP-
TeCTbl Ha pacnpocTpaHeHHble BY .

Y 14 (9,85%) n3 142 nnopoB 6biNM 0OHapy»KeHbl MyTaLun
reHa CFTR, yactoTa KoTopbix cocTaBuna 1:294, uto okasanocb
B 10 pa3 Bblwe, Yem YactoTa MB BO BCe nonynAumMm 3Toro pe-
rmoHa — 1:2987. 12 nnogoB oKa3anncb roMo3UrotaMmu nNo ogHom
N3 MaXOPHbIX MyTaLui; 2 naofda okasannucb HOCUTENAMU My-
Tauwmu AF508 n gpyromn pegkon myTtauuu. 10 13 14 3TMx nnogos
ObIIN SMMMUHNPOBaHbI MO XXENAHWIO POAUTENE.

Y 11 (7,7%) v3 142 nnopoB C rmnepaxoreHHbIM KULWEeYHNKOM
npeHaTanbHO BbIABIEHO reTEPO3UroTHOE HOCUTENbCTBO Of-

PucyHok 6. lucTonoruyeckuii npenapar kpynHoro 6poHxa:

KUCTO3HOE paclumperme 6poHXManbHOIl xenesbl
(Hauano GopmmupoBaHMA KUCTO3HOI GONE3HU Nerkux) Horo myTaHTHoro annens reHa CFTR. Yactota HocutenbcTBa

Mukpodotorpadus, okpaLLBaHIe reMaToKCUANH-303MHOM, yBennyeHe X 100 cocTasuna 1/13 nnogos npoTtus 1/28 B nonynauuu.

5 2 PerpoayKT1BHA eHAOKPUHOIOrIA N21(39)/6epezeHb 2018 WW W.REPRODUCT-ENDO.COM / WWW.REPRODUCT-ENDO.COM.UA
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M3 128 nnopoB C rmnepaxoreHHbIM KULWEYHUKOM, HEe UMe-
towrx MB, y 6 6binn BbisiBneHbl XA, y 4 — BYW (uutomerano-
BMPYC 1 TOKconnasmos), ny 1 — tetpaga ®anno. B 8 cnyuyaax
6epemMeHHOCTb Oblia NpepBaHa 1 B 9 C/lyyadax 3aKoHUYMIach
aHTeHaTanbHoW rmbenbto nnoga. OcTanbHble GepeMeHHOCTH
3aBEPLUMINCE POXKAEHNEM JOHOLIEHHbBIX HOBOPOXAEHHbIX, HU
Yy OQHOrO M3 KOTOPbIX NPV NPOBeAeHUN HeOHaTaNIbHOrO CKPU-
HWHra He 6biN BbiABNEH MB.

BbIBObl

Kak cBMAOeTenbCTBYIOT [aHHble NMTepaTypbl ¥ Halw co6CT-
BEHHbIV OMbIT, faXe NPW OTCYTCTBUM COYETaHHbIX aHOMasNI
pa3BUTUA BCE CNlyyan NpeHaTasbHOW AeTeKUMMN IMNepIXoreH-
HOMO KULEYHWNKA ABMAIOTCA OCHOBAHWEM AfiA MpoBeAeHus
KoMMeKcHoro obcnefoBaHusa nnofa. Kpome npeHatanbHoro
KaproTunupoBaHua n nposegaexus MLP-TecToB Ha pacnpo-
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Rﬂﬁmﬁé\gobﬁmﬂ JVATHOCTUKA CITYYASl MYKOBUCLINA03A B COUETAHWUMN C TEPMETUYECKOI MHOEKLIENA Y PORUTENEN C HEOTATOLLEHHBIM CEMEAHBIM

H.I1. BeponotBensH., k. Mep. H., ma. Bpay KY «Mexo6nacTHoii LieHTp MeZNLIMHCKOI FeHeTUKN 1 npeHaTanbHoil auarHoctukin um. 11.H. Beponoteensaxa 10C», r. Kpuoit Por
10.C. Morynait, 6uonor o1aena MoneKynApHoii reHeTUKN nabopaTopun MeauKo-reHeTyeckux uccnegoanuii KY «Mexo6nactHoi LeHTp MeRULMHCKOI reHETUKI U MpeHaTanbHoi
anarHoctuku um. I.H. Beponotgenana [I0C», r. Kpusoii Por

W.B. CyxoBuuKas, 6ronor broxumuyeckoro otaena nabopatopum MeauKko-reHeTueckux uccnegosaxnit KY «Mexo6nacTHoii LieHTp MeSULMHCKOI reHeTUKY 1 NpeHaTanbHol
anarHoctukm um. I.H. Beponotgenana [I0C», r. Kpusoii Por

0.A. Bepeggtsasenylomaﬂ LienTpom npeHartanbHoii Y3 auarHocTku, coHonor, akyLuep-runekonor KY «4epkacckuii 061acTHoIA LieHTp NaHUPOBaHUA ceMby U PenpoAYKLMH
yenoseka Y00»

A.M. Menbix, Bpay-naTonoroaHatom AETCKOro natonoroaHatomnyeckoro otaenenma Ky «Mexo6nactHoli LieHTp MeAULMHCKON reHeTUKI 1 NpeHaTanbHOi AMarHoCTUKIA

um. .H. Beponotsensaxa 100, r. Kpuoit Por

MyKOBMCLlM;l03 (MB) - XPOHNYECKOe reHeTnyeckoe 3abonesanue, KOTOPOE NopaaeT 3K30CEKPETOPHbIE Xene3bl, 0TBeYaloLLne 3a NPOU3BOACTBO CZIN3U 1 NOTA, a TaKXKe AbIXaTeNbHYH0,
NULLEBapUTENbHYI0 N PENPOAYKTUBHYIO CUCTEMBI. B ctatbe n3noxeHa KpaTKas XapakTepucrika MB, ocBeLLeHbl 0c06eHHOCTH BHyTpI/IyTpOﬁHbIX npoABeHNN N nmd)d)epeuumanbuaﬂ
[UarHoCTuKa ¢ Apyrumi CoCTOAHNAMM.

B GonbLuHCTBE ClyyaeB NpeHatanbHas AuarHocTika MB npenaraeTca cembe, yxke uMetoLLelt feTeid ¢ TM 3a6onieBaHueM. Yo KacaeTca npocnekTUBHOI NPpeHaTanbHoi AMarHOCTUKY
MB B cEMbSIX C HEOTATOLLEHHbIM aHAMHE30M, A TAKXKE Y CYMPYKECKIX Nap C YCTaHOBAEHHbIM CTaTyCOM FeTepO3UTOTHOT0 HOCUTENbCTBA MyTauuii B reHe CFTR, To B MUpOBOI

NUTEPAType 0Ha NPeACTaBNeHa NPeUMyLLECTBEHHO COPaAMUEcKUMH CyyasMu. Bo BCex 0CTanbHbIX Cyyasx MpeHaTanbHas auarHoctika MB ocHoBaHa Ha yNbTpa3ByKoBOit AeTeKLUN
rMNep3XoreHHOCTI KMLUEYHMKa. [UnepaxoreHHblii KieyHnK Habniopaetca y 50-75% nnopos ¢ MB. YactoTa BHYTpHyTpOGHOT0 MHGMLIMPOBAHSA MPY TUNEPIXOTEHHOM KULLEYHNKE Y
nnoga Bapbupyet ot 0 Ao 10%. CNekTp NepuHaTabHbIX MHOEKLMIT NPY STOM YalLle BCero Npe/CTaBneH UMTOMEranoBIUpyCcoM, reprecom, CUUINCom, TOKCONIa3mo30M, KPacHyXoii 1
napBoBYUpycoM B19. B aMH1OTMYECKOI XIAKOCTI BO BTOPOM TPUMECTPE CONEPKUTCA BA OCHOBHbIX epMeHTa (LLenouHan docdatasa v raMMa-ryTaMunTPaHCNenTiaasa), CHKeHme
YPOBHS KOTOPbIX ABNAETCA HafieXHbIM Mapkepom MB.

B pabore npepcTaBneH KnuHYeCKuil cnyyail npeHaTanbHoi AnarHocTk MB B couetaHinm ¢ BHYTPUYTPOOHBIM MHGULMPOBaHIEM BUPYCOM NpocToro repreca B 20 Hepenb bepemMeHHOCTH
Y MN10/Aa C TUNeP3XoreHHbIM KULLIYHIKOM B CeMbe C HeOTATOLeHHbIM aHaMHe30M. [Tpu nccnefoBaHIM aMHOTHYECKOI XKIAKOCTM BbIABNEHO CHIKEHIE NOKa3aTeNel LWenoYHol
docdatasbl M ramma-rnyTamuntpacnentugasbl, Mytauua CFTR delF508 B romosurotHom coctoaxuy v yuactk JHK, romonoruyHble Bupycy npoctoro repneca Il y nnoga ¢ HopmanbHbim
KapuoTunom. YunbiBas HebnaronpuATHbIn MOPOUAHDIA NPOrHO3, N0 Xenaxuio ceMby oA ¢ MB 6bin anuMUHIPOBaH Ha 22 Hegene 6epemeRHoCTY. [py ayToncum y NN0Aa eHcKoro nona
0TMeueHbl XapakTepHble nposneHua MB. [ocnepyiowiee obcnesoBaHme 0601x poauTeneit NOLTBEPAINO Y HUX FeTEPO3UTOTHOE HOCUTENBCTBO AAHHON MyTaLuK. (eMbe peKoMeH0BaHo
06a3aTenbHoe NpoBeaeHue NpeHaTanbHoi AarHoCTUKI NPU NOCNeAYIOLLMX 6epeMEHHOCTAX.

KnioueBble CoBa: MyKOBUCLIAO3, Fl/ll'lep3X0r€HHbll7| KNLIEYHUK nnojaa, BHyTpMyTpOﬁHOE I/IH¢VIL|I/Ip0BaHI/I€, VHBA3WBHAA NpeHaTaNbHaA AUArHOCTIKA, AUreCTUBHbIE SH3UMbI B
dMHUOTNYECKON XIUAKOCTH.

NPEHATANIbHA AIATHOCTUKA BUNAZKY MYKOBICLIA03Y B TOEAHAHHI 3 TEPNETUYHOI0 IHOEKLIEK Y BATBKIB I3 HEOBTAXKEHUM CIMEAHUM AHAMHE30M

M.I1. BeponoTBensH, k. Mep. H., ronoB. nikap KY «Mixo6nacHuii LienTp MeAnuHoi reHeTUKi i npeHaTanbHoi Aiaroctuky im. .M. Beponotsenana JI0P», m. Kpusnit Pir

10.C. Morynait, 6ionor Bigginy MonekynApHoi reHeTKIn abopatopii MeanKo-reHeTnyHux Aocnigkens KY «Mixo6nacHuil LeHTp MeAVYHOT reHeTUKM | npeHaTanbHoi AiarHOCTUKK
im. [.M. Beponotsenana [10P», m. Kpusnit Pir

1.B. CyxoBuubKa, bionor bioximiuHoro Bininy nabopatopii MeanKo-reHeTuuHuX focnisxeHb KY «MixobnacHuil LeHTp MeAVYHOT reHeTUKM | NpeHaTanbHoi AiarHoCTIKIA

im. .M. Beponotsenana [10P», m. Kpusnit Pir

0.A. bepe3a, 3aBigyBauka LleHTpom npeHaTanbHoi Y3 AiarHocTum, CoHonor, akylwep-rikekonor K3 «Yepkacbkuii 06nacHuil LeHTp nnaHyBaHHa cim' Ta penpoayKuii ntoguHu YOP»
0.M. Menux, nikap-naronoroaHatom AUTAYOr0 NaToNOroaHaTOMiuHOr0 BiaAineHHa KY «Mixo6nacHmit LeHTp Me[MYHOT reHeTKM | NpeHaTanbHoT AiarHOCTUKM

im. .M. Beponotsenana [10P», m. Kpusnii Pir

MyKoBicunpo3 (MB) — XpoHiuHe reHeTiyHe 3aXBOPIOBAHHS, AKE BPAXae eK30CEKPETOPH 331031, L0 BIANOBIAAITH 32 BUPOGHULTBO CIU3Y Ta N0TY, @ TAKOX AUXJbHY, TPABHY Ta
PenpoayKTUBHY CUCTeM. B CTaTTi BUKNaZeHa KOPOTKa XapaKTepucTuka Liboro 3axBOpioBaHH, 0CBITAEHi 0C06MMBOCTI BHYTPILLHLOYTPOGHIX NPOABIB i AMepeHLiiiHa AiarHocTiKa 3
THLUMMI CTaHAMI.

B 6inbLwocTi BUNajKiB npeHatanbHa AiarHocTika MB nponoHyeTbea im'i, Aka Bxe Mae AiTedt 3 LM 3axBoptoBaHHAM. LLlo cTocyeTbea npocnekTUBHOI NpeHatanbHoi giarHoctuky MB 8
POAMHAX i3 HEOBTAXEHMM aHAMHE30M, a TaKOX Y MOAPYXKHiX Nap 3i BCTAHOBJIEHNM CTATYCOM reTepo3uroTHOr0 HocilicTBa MyTaLliit B reHi CFTR, To B CBITOBIi NiTepaTypi BOHa Npe/CTaBneHa
nepeBaxHo CopaAvYHIMI BUNaKamu. B ycix iHLLIMX BunasKax npeHatanbHa diarHocTika MB 6a3yeTbca Ha ynbTpa3ByKoBIil AeTeKUiT rinepexoreHHOCTi KutueyHuka. finepexoreHHuil
KuLLeYHUK criocTepiraetbea y 50—75% nnogis i3 MB. YacToTa BHyTpiLuHbOYTPOOHOrO iHOIKYBaHHA MpH rinepexoreHHOMY KULLeYHNKY B nnoza Bapitoe Big 0 2o 10%. CnekTp
nepuHaTanbHX iHeKLil Npu LboMy HaluacTille NpeaCTaBAeHIi LUTOMEranoBipycom, repnecom, cudinicom, ToKconnasmo3om, KpacHyxolo i napBoBipycom B19. B amuioTnunili pignni B
ZPYromy TPUMeCTpi MICTUTbCA Z1BA OCHOBHUX GepmeHTH (nyxHa docdatasa i raMma-rnyTaminTpaHcnenTuaasa), 3HUKeHHA PiBHA AKIX € HaZiiHUM Mapkepom MB.

B po6ori npezcTaBneHuii KiHiuHWii BUNAA0K NpeHaTanbHoi iarHoctuky MB y MoeaHaHHi 3 BHYTPILUHBOYTPOOHIM iHiKyBaHHAM Bipycom npocToro repriecy B 20 TUXHIB BariTHOCTi B nnoa 3
rinepexoreHHIM KILUEYHUKOM Y POAMHI 3 HEoOTAXeHIM aHaMHe30M. [Tpy BOCTiKeHHi aMHiOTUYHOT PiAMHY BUSABNEHO 3HIKEHHA PIBHIB NYKHOI ¢oc¢?aTasV| i raMMma-TJyTaminTpaHcnenTuaasm,
myTauis delF508 CFTR 8 romo3urotHomy cTaHi Ta Ainanku JHK, romonoriuHi Bipycy npoctoro repnecy |1l y nnoga ¢ HopmanbH1m KapioTunom. Bpaxosytouv HecnpuaTnBiii MopoigHuii

MPOrHO3, 3a 6axaHHAM poauHu ig 3 MB 6yB enimiHoBaHMii Ha 22 THi BariTHOCTI. Mpy ayToncii B nnoaa iHoyoi cTaTi BiMiueHi xapakTepHi npossu MB. HacTynHe 06cTexeHHA 06ox 6atbkiB
MIATBEPANNO B HUX reTepo3MUroTHe HOCICTBO AaHoi MyTauii. CimT pekomeH10BaHO 060B'A3K0BE NPOBESEHHA NPEHaTabHOI AiarHOCTVKM NI HACTYMHUX BariTHOCTAX.

KntouoBi cnoBa: MyKoBicLMA03, FinepexoreHHHil KMLLEYHIK NI0Aa, BHYTPILLHbOYTPOOHE iHiKyBaHHS, iHBa3VBHA NpeHaTanbHa AiarHOCTIKA, ANTECTUBHI EH3UMM B AMHIOTUYHIIA piguHI.

PRENATAL DIAGNOSIS OF CYSTIC FIBROSIS IN COMBINATION WITH HERPETICINFECTION IN PARENTS WITH UNCOMPENSATED FAMILY HISTORY

M.P. Veropotvelyan, PhD, Chief Physician of the Cl “Multiregional Center of Medical Genetics and Prenatal Diagnosis named after PM. Veropotvelyan DRC’, Kryvyi Rih
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named after PM. Veropotvelyan DRC’, Kryvyi Rih
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P.M. Veropotvelyan DRC’, Kryvyi Rih

0.A. Bereza, head of the Center for Prenatal Ultrasound Diagnostics, sonologist, obstetrician g necolo?ist, Cherkassy Regional Center for Family Planning and Human Reproduction CRC

I((J.M. Pﬁlﬁkh’ pathologist of the children’s pathoanatomical department, CI“Multiregional Center of Medical Genetics and Prenatal Diagnosis named after P.M. Veropotvelyan DRC’,
ryvyi Ri

(ystic fibrosis (CF) is a chronic genetic disorder that affects the exosecretory glands responsible for the production of mucus and sweat; as well as respiratory, digestive and reproductive

systems. The article describes a brief description of this disease, the features of intrauterine manifestations and differential diagnosis with other conditions.

In most cases, prenatal diagnosis of CF is offered to a family that already has children with CF. Regarding the prospective prenatal diagnosis of CF in families without CF history, as well as in couples

with established status of heterozygous carrier of mutations in the CFTK gene, it is presented mainly in sporadic cases. In all other cases, prenatal diagnosis of CF is based on ultrasound detection of
increased intestinal echogenicity. The hyperechogenic intestine is observed in 50—75% fetuses with CF. The incidence of intrauterine infection in fetuses with the hyperechogenic intestine is varies

from 0 to 10%. The spectrum of perinatal infections is more often represented by cytomegalovirus, herpes, syphilis, toxoplasmosis, rubella and parvovirus B19.

The second trimester amniotic fluid contains two main enzymes (alkaline phosphatase and gamma-glutamyltranspeptidase), whose decline of level is a reliable marker for CF. The article
presents a clinical case of prenatal diagnosis of CF in combination with intrauterine infection with herpes simplex virus in 20 weeks pregnancy in a fetus with a hyperechoic intestine. When
the amniotic fluid was investigated in a fetus with a normal karyotype are revealed decline of alkaline phosphatase and gamma-glutamyltranspeptidase levels, the mutation delF508 CFTR
in the homozygous state and the DNA retgions homologous HSV |, Il types. Taking into account the unfavorable morbid prognosis, the fetus with CF was eliminated for 22 weeks pregnancy
at the family’s request. At autopsy were found the typical manifestations of CF in the female abortus. The molecular gene study of both parents confirmed the heterozygous carrier state. The
family received recommendations on the mandatory prenatal diagnosis in subsequent pregnancies.

Keywords: cystic fibrosis, fetal hyperechoic bowel, intrauterine infection, invasive prenatal diagnosis, digestive enzymes in amniotic fluid.
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