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4 - AHO INO 3K3ncTeHumanbHO-ryMaHUCTnyeckoe obpasoBaHme
196006, r. CaHKT-MeTepbypr, MockoBckui np., 4. 107, K. 5

BBepeHue. CoxpaHeHUe penpoayKTVBHOMO 3A0POBbA Y POXAEHNE 3[0POBbIX eTell B Napax, rae 06a cynpyra sBAAOTCA HOCUTENSAMU
reHeTMYeCKMX HapPYLLEHWA, ABNAIOTCA aKTyanbHbIMK NpobrneMami 3paBooxpaHeHrsa. MHorve napsbl, NiaHupyoLwye 6epeMeHHOCTb,
He Bcerfia oCBeJOMJIEHbI O PUCKaX POXKAEHMUS pebeHKa C TAXKeNbIM reHeTYeCcKM 3aboneBaHeM.

Llenb: npoBecTn aHan13 0cBeLOMIEHHOCTN O OPOAOBON NPOPUNAKTUKE 1 MPEAVKTUBHON AMarHOCTUKe MyKkoBucumaosa (MB) pogutenei
nauveHToB ¢ MB, ABNAIOWMXCSA 30POBLIMU HOCUMTENSIMU NATOreHHbIX BapaHTOB reHa CFTR, 1 MeANLMHCKUX pabOTHUKOB (Bpayen
pa3nnYHbIX CreLnanbHOCTeN), 3aHMaloLWMXca Npobnemoin MB.

MeTogapbl. [fpoBeeHO oHNalrH-aHKeTMpoBaHue 108 poguTtenen nayneHTos ¢ MB v 84 Bpauen.

Pe3synbtatbl. PoguTenu naumeHToB ¢ MB 1 meanumHcKue paboTHYKM CUMTAN, YTO BPavoM, KOTOPbIV NEPBbIM AO/MKEH 0OBACHATD
pPoAUTENAM CYLLHOCTb FeHeTUYeCcKoro 3aboneBaHus, ABIAETCA Bpay-reHeTrK (42,9% u 42,8%, COOTBETCTBEHHO). ITa GYHKLMSA MOXET
OblTb BO3JIOXKEHA Ha Jleyallero Bpaya no MHeHuo 32,1% MeanUMHCKMX PaboTHUKOB 1 33,9% poauTenein. HeT eqMHOro MHeHus,
KacaloLlerocs cneumnanbHOCT Bpaya, KOTOPbIV JOMKEH KOHCYNbTMPOBATh NaLyeHTa OTHOCUTENbHO JOPOAOBON AMArHOCTUKN. 39,2%
PecrnoHAEeHTOB OTBETWIIN, YTO 3TO JOJIKEH ObiTb BPay-reHeTUK B MEANKO-TEHETUYECKOM LieHTpe (MI'L), 19,0% — akyLuep-rMHeKosor,
17,8% — nevawnii Bpay pebeHka u3 ueHTtpa (otaeneHus) MB/nynbmoHonoruu, 7,1% — yuyacTKoBbIV neamaTp, 9,5% — penpofyKTosnor.
PoxxpeHre 60n1bHOro pebeHKa B CEMbe 3HAUVMO MOBJIMSANO Ha »KenaHue nMmeTb aeteii: 35 pogutenei (32,3%) Bbicka3anucb 06 oTKase
OT fasibHelLero feTopoxaeHns. PoanTenn nponHGopmMmnpoBany BCex YieHOB CBOEN CEMbU O pucKax 3aboneBaHuii B 78,7% cryvaes,
TonbKo cynpyra/cynpyry — 13,9%, HuKoro — 7,4% pecnongeHToB. CUnTanu, YTo reHeTuYeCcKmne TEXHONOTUM HY>KHbI ANA POXAEHNA
300pOoBOro pebeHka 86,1% poauTenei, Ho camy GbININ FOTOBbI BOCMOJb30BaTbCA JOPOAOBON ANArHOCTUKON TONbKO 42,5% poauTenei.
OcBegomneHbl O BO3MOXKHOCTAX AJOPOAOBOWN ANATHOCTUKIN 79,6% pecrnoHAeHTOB, 13 H1X 41,6% 3Hanu o Tpex BUAax ANarHoCTUKN,
BKJIlOUYas reHeTUYECKNIA CKPUHUHT Ha 3Tarne NAaHUPOBaHUA HOBOW 6ePEMEHHOCTU, CKPUHWHT SMOPVOHOB 11 FEHETUYECKYIO ANATHOCTUKY
BO Bpems 6epemeHHOCTU. [laHHY0 MHPOPMALMIO 6OMNBLIVHCTBO OMPOLIEHHbIX POAUTENER MOMyYMNIo U3 Npeccbl/uHTepHeTa — 29,6%,
oT Bpaya Ml - 28,7%. AHKeTMpOBaHVe MOKa3ano HU3KNI YPOBEHb OCBEAOMIIEHHOCTH, Kak poauTenein, Tak 1 Bpayer 0 JOPOAOBOM
auarHoctuke MB.

KnioueBble cI0Ba: aHKETMPOBaHWE, MyKOBUCLIML03, MIAHUPOBaHNE 6epeMeHHOCTU, pepTUIIbHOCTb, FEHETUYECKOE KOHCYNIbTUPOBAHUE,
npevMnIaHTaLOHHOE FreHeTNYeCKoe TeCTUPOBaHMe, MPeaNKTUBHAA ANarHOCTUKa.
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Background. The preservation of reproductive health and the birth of healthy children in couples where both spouses are carriers of
genetic disorders are pressing healthcare issues. Many couples planning a pregnancy are not always aware of the risks of having a child
with a severe genetic disease
Aim: to analyze the awareness of prenatal prevention and predictive diagnosis of cystic fibrosis (CF) among parents of CF patients who
are healthy carriers of pathogenic variants of the CFTR gene, as well as among healthcare professionals (doctors from various specialties
dealing with CF).
Methods. An online survey was conducted with 108 parents of CF patients and 84 physicians.
Results. Both parents of CF patients and healthcare professionals considered that the physician who should first explain the nature of
the genetic disease to parents is a geneticist (42.9% and 42.8%, respectively). This responsibility can also be assigned to the attending
physician, according to 32.1% of healthcare professionals and 33.9% of parents. There is no consensus on the specialty of the physician
who should consult the patient regarding prenatal diagnosis. 39.2% of respondents believed this should be a geneticist in a medical
genetic center (MGC), 19.0% - an obstetrician-gynecologist, 17.8% - the child’s attending physician from the CF/pulmonology center,
7.1% - a district pediatrician, and 9.5% - a reproductive specialist. The birth of a sick child significantly impacted the desire to have more
children: 35 parents (32.3%) expressed their decision to abstain from further childbearing. Parents informed all family members about
the disease risks in 78.7% of cases, only their spouse in 13.9%, and no one in 7.4% of respondents. A total of 86.1% of parents believed
genetic technologies are necessary for the birth of a healthy child, but only 42.5% were willing to use prenatal diagnosis themselves.
Awareness of prenatal diagnosis options was present in 79.6% of respondents, with 41.6% knowing about three types of diagnosis,
including genetic screening at the pregnancy planning stage, embryo screening, and genetic diagnosis during pregnancy. Most surveyed
parents received this information from the press/internet (29.6%) or from a physician at the MGC (28.7%).
Conclusion. The survey revealed a low level of awareness among both parents and healthcare professionals regarding prenatal
diagnosis of CF.
Keywords: survey, cystic fibrosis, pregnancy planning, fertility, genetic counseling, preimplantation genetic testing, predictive
diagnosis.
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BBepeHne

MyxkoBucuuno3 (MB) — onHo 13 Hanboiee YacThIX MO-
HOTeHHBIX 3a00JIeBaHU, IIMPOKO PACIIPOCTPAHEH B pa3-
JIMYHBIX pernoHax Mupa. Yactoty poxaeHus nereit c MB
B cpenHeM olleHnBawT Kak 1 Ha 6000 HOBOPOXKIEHHBIX
B mupe [1], B Poccuiickoii @enepauuu (PP) oHa cocraB-
JseT B cpeadeM 1:10000 HoBopoxkneHHbIX [2]. MB Hacie-
JIYETCsI 10 ayTOCOMHO-PEIIECCUBHOMY THITY, 3a00JIeBaH1e

pa3BUBaeTCd B cllydae rnepenayu peOeHKy OT pPOAMTENei
JIBYX IMAaTOI€HHBIX BAPMAHTOB B TeHE TpPaHCMEMOpPaHHOTO
peryastopa MB CFTR (Cystic Fibrosis Transmembrane
Conductance Regulator) [3].

B GoabLIMHCTBE cyyaeB poAuTen 00JbHOTO peOeH-
Ka SIBJISIIOTCS] 6ECCUMITTOMHBIMU HOCUTEJISIMM OJTHOT'O T1a-
ToreHHoro BapuanTta B reHe CFTR, HO BaxHO TO, UTO TIpU
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KaxXI0il 0epeMEHHOCTHU 3Ta CEMbsl UMEET BBICOKMI PUCK
poxneHus peberHka ¢ MB (25%). He Bce poauTenn ocBe-
JIOMJIEHBI O BO3MOXXHOCTH MPOMIIAKTUKY JaHHOTO 3200~
JeBaHusl. OMHUM U3 BaKHEHUIIMX 3TAIlOB MPOMUIAKTH-
KM poxneHus: pebeHka ¢ MB B ceMbsix, Tae y:Ke uMeeTCs
0onbHOU M B, siBIIsIeTCSI MOJIEKYISIPHO-TEHETUYECKOE 00-
cilenoBaHue poauTeneil. Pe3yabTaTsl reHeTUYECKOTo Te-
CTUPOBAHUSI MO3BOJISIIOT BEIOPATh AAJbHEMIIYIO TAKTUKY —
MPpeHATATbHYIO IMarHOCTUKY C MCIIOJIb30BAHNEM NHBA3MB-
HBIX METOJIOB ITOJIydyeHMsT OMoMaTepuaa Iioaa Bo BpeMst
OepeMEHHOCTU (XOPMOH- U TUIalleHTOOUOTICUIO, aMHUO-
M KOPIOLIEHTEe3) WJIM pa3IMIHbIe BApUaHThI BCIIOMOTIa-
TeJIbHBIX PENPOAYKTUBHBIX TexHosoruil (BPT) ¢ mpose-
JeHUeM 00513aTeJIbHOTO ITPEUMITIAaHTAllMOHHOTO TeHETH -
yeckoro tectupoBanus (I1I'T) amGpuoHna [4].

J1J1s1 BBITTOJTHEHMSI MHBAa3UBHOM TUArHOCTUKY BO BPEMSI
OGepeMEHHOCTH BBHIIIOJIHSIOT 3a00p BOPCUH XOPHUOHA, TKa-
HM TUTALIEHTHI, KJIETOK aMHUOTUYECKOM XKUIKOCTH WU 1y~
MOBUHHOI KPOBM ILJIOJIA YePe3 TIPOKOJI IepeIHeit Oprol-
HoI1 cTeHKM o KoHTpoJieM Y3U. [TonyyeHHbI MaTepra
MCCIIEIYIOT Ha HOCUTEIbCTBO YK€ U3BECTHBIX TTAaTOTEHHBIX
BapuaHToB reHa CFTR B naHHoli ceMbe. [1pu oTcyTCTBUM
naToreHHbIX BapuaHToB reHa CFTR mion He OyIeT UMeTh
MB. Ecnu BbIsIBIeH OOWH NAaTOreHHbIN BapuaHT reHa CF-
TR, To mion OyAET SIBJISITbCSI HOCUTEIEM 0e3 KJIMHUYE-
CKUX IMpOsiBJieH# 3aboeBaHus. Eciy oOHapyKeHbI 1Ba
naToreHHbIX BapuaHTa reHa CFTR, To nuarHo3 MB mox-
HO CUMTATh YCTAHOBJIEHHBIM 1 CEMbs OKa3bIBa€TCS TIEPe/l
TSDKEJIBIM pellieHeM COXPaHUTh OepeMEHHOCTh 1 BOCITH -
ThIBaTh pebeHKka ¢ MB, unu e npepBaTh JaHHYIO Oepe-
MEHHOCTb. [5].

[II'T siBasieTCss ONTUMAIbHBIM BAPUAHTOM JOPOIOBOTO
BBISIBJIEHUSI MOHOTeHHBIX 3a00eBaHuii (ITI'T-M), B Tom
yuciae MB. III'T-M no3BosisieT uccienoBaTb reHeTUYe-
CKUI cTaTyC SMOPUOHOB, IOJyYEHHBIX ITPU SKCTPAKOPIIO-
panbHOM orutogotBopeHuu (DKO), 1o nepeHoca B MOJOCTh
MaTK{ ¥ HACTYIUIeHHUsI 6epeMeHHOCTU. [1pu aTOM ceMbst
He OyIeT CTOSTh Iepel TSKEIbIM BhIOOPOM MpephIBaHUS
OGepeMEHHOCTHU U B TO K€ BpeMsi OYIIeT TOYHO 3HaTh, YTO X
Oynyuit pedbeHoK He OyaeT ctpagaTh MB. OgHuM U3 Mu-
HYCOB JaHHOW IPOLIENYPHI ABJIIETCSI HEONPEAETIEHHBII
MPaBOBOI CTAaTyC SMOPUOHOB, OCOOEHHO TeX, KOTOPhIE
OCTaIOTCSI HEUCITOJIb30BaHHBIMM ITOCJIE TTPOLIEIypHI [6].

B Hacrosiiee BpeMst HET MCCIIeIOBaHUIA, TTOCBSIIIIEH-
HBIX U3YYEHMIO OTHOIIIEHUS JINI] PEIIPOAYKTUBHOIO BO3-
pacta, a Takke MeIMIIMHCKUX paOOTHUKOB K ITpoGuIaK-
THKE HaCJIeACTBEHHBIX 3a00JIeBaHMIA.

Ilenp ucclienoBanus: MPOBECTU aHAIM3 OCBEIOMJICH-
HOCTH O TOPOJIOBOI MPOMIAKTUKE U MPEANKTUBHOM T1-
arHocTuke MB ponuresneit naureHToB ¢ MB, saBisitonmx-
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Cs1 3M0POBBIMU HOCUTEISIMU TIATOT€HHBIX BADMAHTOB Ir'eHa
CFTR, v MEIMLUMHCKUX PAaOOTHUKOB (Bpayeil pa3TnyHbIX
CreluuraabHOCTEN ), 3aHUMAalOLIMXCs TTpodaemoit MB.

MeToabi

151 IpoBeaeHsT JAaHHOI'O MCCIIeHOBAHUS ObLIN KC-
MOJIb30BAHBI ABE MOJYCTPYKTYPUPOBAHHbIE OHJIAMH-aH-
KEeThbI, BKJIIOUAIOLIME BOIPOCHI C BEHIOOPOM OIIpeaeaeH-
HbBIX OTBETOB WJIX BO3MOXKHOCTBIO IaTh Pa3BEPHYThIM OTBET
Ha BOIpoc. AHKeThI ObUIM IIPEeACTaBIeHbI Ha IUIaT(opMe
Google Forms. AHKeTMpoBaHNe TPOBOAMIIOCH TIPU MO/~
IepXKe 01arorBopuTeabHoro hoHma «OctpoBa». OmHa
aHKeTa IpeaHa3Ha4YalIach JJIsI MEAULIMHCKUX PAOOTHUKOB,
a mIpyrasi — [UIsl ponuTesieii mamreHToB ¢ MB. OGe aHKeTHI
OB AaHOHUMHBIMHU, YTO 00eCeunBaIo KOH(PUAEHIINATb-
HOCTb y4acTHUKOB. O0Oe aHKeThbI pa3pabOTaHbl C UCIIOIb30-
BaHMEM 5KCIIEPTHBIX 3HAHUIA B 00JIACTY MEIULIMHBI M TICH-
XOJIOTMM COBMECTHO BpayaMu IleAraTpaMu, FeHeTUKaMu,
PEenpoAyKTOJIOraMy U IcuxojoraMu. Bompockl B aHKeTax
KacaJluch pas/IMYHBIX acriekToB MB, BKitouast Bocripusi-
THe 3a00JIeBaHUSI, TOCTYITHOCTD JICUEHMS, TICUXOCOLIMAIIb-
HbI€ aCIIEKThI, a TAKXKE OTHOLICHUE K MPOMUIAKTUKE I'e-
HETHYECKUX 3a00JIeBaHUIA.

3aroIHeHUEe aHKET MPOXOAMJIO B Iepuon ¢ 1 ampeist
o 15 mas 2023 roga. JJaHHbIE cOOMpaINCh U aHAJIM3UPO-
BaJICh B COOTBETCTBUMU C LIEISIMU UCCIICTOBAHMSL.

B uccaenoBanuu npuHsaau yuactue 108 ponureneit ma-
uueHToB ¢ MB pasHoro Bo3pacra. Cpeay pecrioHIEHTOB
65 genoBek (60,1%) poxKuBaIK B KPYIIHBIX TOPOIAX U Me-
rarnojucax, 24 (22,2%) — B HeGobIIMX ropoaax (MeHee 100
ThICSTY KuTeneit) u 19 (17,5%) SBIAIUCH CeTbCKUMU XU -
TessiMu. B ceMbsix onpoieHHbIX 58 (53,7%) matepeii u 56
(51,8%) orioB umenu BhIciiee obpasosanue, 31 (28,7%)
Mmath 1 33 (30,6%) oTtua — cpeaHee npodecCuoHaIbHOE 00-
pa3oBaHMe, OCTaJIbHbIE PECIIOHICHThI JaHHbIE HE IIPeICTa-
Buin. B opuimansHom 6pake cocrosin 77 (71,3%) yeno-
Bek. ITocite poxnenus pedberka ¢ MB 6pak coxpanwim 53
(68,5%) pectionneHTa U3 77 COCTOSIBIINX B Opake, 8 cemeit
pacnanoch u3-3a poxiaeHust 6osbHoro pederka (7,4%), 16
(14,8%) — 1o ApyruM IpUYMHAM.

3anoHWIN aHKeThl 84 Bpaya pa3IMYHBIX CITeIIAaTb-
Hocreit: 31 mequarp (36,9%), 25 myasmononoros (29,8%),
13 reretukoB (15,5%), ocranbHble 15 yenoBek (17,8%) —
BpauM pa3IMYHbIX CIELMAIbHOCTEN (TepamneBT, IMCUXK-
aTp, penpoAayKTOJIOr, 6AKTEPUOJIOT, KapaAUOJIOoT, ajiep-
rOJIOT-MMMYHOJIOT, OTOPUHOJIAPUHIOJIOr, HEOHATOJIOT,
IICUXOJIOT, TACTPOIHTEPOJIOT, KIIMHUYECKU (hapMaKo-
jor, peanumarosior) (puc. 1). 18 (21,4%) Bpaueii umesnu
cTax pabotsl 1o creuuanbHocty 30-40 siet, mo 16 (19,0 %)
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YYaCTHUKOB ObLJI0 B rpymiiax co ctaxem 10-15 net u 20-30
net, 10 Bpaueii (11,9%) — co craxkem 15-20 jer, 3 (3,6%)
— 6onee 40 ner, 20 (23,8%) — co craxem MeHee 10 ster.

Pesynbratbl

Pe3ynsmamel onpoca podumesneti nayueHmos ¢ MB

39 ponurteneii (36,1%) oTBeTUIIM, YTO IEPBBIM Bpa-
YoM, KOTOPHIi1 mHpopMmupoBan ux o MB, ero nmpuun-
Hax U MPOSIBJICHUSX, ObLI Bpau-reHETUK MEIUKO-TeHEe-
THIecKoro neHTpa/kKoncyapraunu (MI'L), 37 yemoBek
(34,3%) nonyyuiau naHHY0 MH(GOPMALIMIO OT Jeyvalle-
ro Bpaya pedbeHKa u3 1eHTpa (otneneHust) MB/mynbmo-
Hosioruu, 22 (20,4%) poautesst He MOJYYUIN OObSICHE-
HUIA OT MEIUIIMHCKUX paboTHUKOB, 10 (9,2%) 3aTpyaHs-
JIUCh OTBETUTb.

I1pu nepBruHOM ObOpalieHUH K Bpauy 65 (60,2%) ce-
Meil ObLIM HampaBIeHbl HA MEIMKO-TE€HETUYECKOe KOH-
cynbtupoBanue, 37 (34,3%) y9acTHUKOB aHKETUPOBAHUS
HE MOJIyYMIu UHOOPMALIMIO O HEOOXOAMMOCTH IOCEIIe-
Hus MTI'Ll. Ha momeHnT anketupoBanusi JIHK-nuarxHo-
cTHMKa OblIa IIPOBeAeHA JIKIIb 65 MmalMeHTaM ¢ yCTaHOB-
JieHHbIM nuarHo3oM MB (60,2%). O puckax BO3MOXHOTO
MOBTOPHOTO poxKaeHUs1 pebeHka ¢ MB Bpauu oObsicHUINU
75 (69,4%) ponutensm, 23 (21,3%) yenoBeka He MoJy4da-
JIM JaHHYI0 MHopMauuio, octanbHbie 9 (8,3%) 3aTpy-
HSUIUCh OTBETUTh.

ITpouHdopMuUpoBamM Bcex CBOMX OJIM3KUX POACTBEH-
HUKOB O BO3MOXXHBIX pUCKaX poxaeHus neteit ¢ MB 85
(78,7%) ponuteneit, 15 (13,9%) yenoBeK — TOJIBKO Cy-

25

31

Puc. 1. CneumanbHOCTM Bpauyen, 3anoHMBLLNX aHKeTbl (n/%).
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Mpyra/Cyrpyry, He OroBeCTUIM HUKOTO M3 WIEHOB CEMbU
8 (7,4%) uenosex.

Jlo poxaeHus B ceMbe 00JibHOro MB pebeHka 601b-
1Iee KOJIMYECTBO PeCIOHAECHTOB — 51 uenoBexk (47,2%) —
TMJIaHWUPOBAJIX UMETh ABOUX meTeid, 28 (25,9%) yuact-
HUKOB — Tpoux aeteii, 9 (8,3%) — omHoro pebeHka,
4 (3,7%) — geTBephiX, ocTajabHbIe 15 (13,8%) yeaoBek
3aTPYIHSIIMCh OTBETUTD. [losiBIeHUEe B ceMbe pebeHKa
¢ MB y 35 (32,3%) poaureneii mocroco06CTBOBAJIO He-
JKeJIaHWIO B TaJbHeiIeM UMeTh AeTeil. Pemmiu B Oymy-
1eM yBeIMuuBaTh ceMblo 37 (34,2%) yuacTHMKOB UCCTIe-
noBaHMsl. Ha perieHue o majbHeieM AeTOPOXIASHUU
y 20 (18,5%) uenoBeK He MOBIUSIIO POXIEHUE pebeHKa
¢ MB, NocKoJibKy OHM He TJIaHUPOBaJIM UMETh OOJIbIIIe
neteit. Octanbhbie 14 (12,9%) pecliOHNEHTOB 3aTPy/IHS-
JIUCh OTBETUTb.

CyunTanu, 4To MpUMEHEHUE TeHETUIECKUX TEXHOJIO-
TUI IJ1ST POKIEHMS 3M0POBOTro pedbeHKa Hy:KHO 93 (86,1%)
YyeJioBeKa, He Hy>KHO — 6 (5,5%) OTBETUBILIMX Ha BOIIPO-
chl aHKeThl, a 9 (8,3%) ponureneii 3aTPYIHSUINCh OTBE-
TUTb Ha JaHHBIA BOMPOC. BbUIM 0CBETOMIIEHBI O BOBMOX-
HOCTSIX TOPOIOBOI TMarHOCTUKM 86 (79,6%) pecrioHneH-
TOB, U3 HUX 45 (41,6%) MHTEPBBHIOUPYEMBIX 3HAJIU O TPEX
BUJIaX AMArHOCTUKHU, BKJIIOYasi TEHETUYECKUIT CKPUHUHT
Ha 2Tare IJIaHMPOBaHUs HOBOI OEPEeMEHHOCTU, CKPH-
HUHT 9MOPMOHOB U TEHETUYECKYIO TMAarHOCTUKY BO Bpe-
Ms1 6epeMeHHOCTH. JlaHHy10 nH(pOpMalLnio 0OJbIIMHCTBO
onpolieHHbIX — 32 (29,6%) — mosy4usio u3 mpecchl/uH-
TepHeTa, ot Bpauya MI'Ll — 31 (28,7%) JenoBek, oT Bpaya
n3 ueHtpa MB/mynsmonomorun — 11 (10,1%) denoBex.

@ renertux
@® nNeaunarp
@® nNynbmoHonor

Fig. 1. Specialties of doctors who completed the questionnaires (n/%).
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He 3Han Huvero o moponoBoii nuarHoctuke 21 (19,4%)
PECIOHICHT.

B HeoO6XxonMMOCTH TOPOIOBOI TMAarHOCTUKM Bpauu
yoexaamu auib 12 (11,1%) cemeii. He momyywnm uxndop-
MallMio O MPOLEAYPe JOPOIOBOM TMAaTHOCTUKU U PUCKE
MpepbIBaHUsI OEPEMEHHOCTH OT MEIUIIMHCKUX paOOTHM-
KoB 54 (50,0%) yenoseka, octanbHbie 41 (37,9%) 3aTpyn-
HWINCH OTBETUTH. [locie Gecenbl ¢ BpauoM 0 JOPOIOBOM
JIUAarHOCTHKE, 3HaYeHUE PUCKa IIpepbIBaHUS OepeMEHHO-
ctv 3anoMuwIM Jinib 11 (10,1%) ygacTHUKOB.

IMocne nHGOpMUPOBaHKS O METOIAX TOPOIOBOIA M-
arHoctuku 26 (24,0%) ponutesneii cooo1IM 00 M3MeHe-
HUU pElIeHUS] OTHOCUTEJIBHO NaJbHEUIIEro TeTOPOXKIE-
HUS B TTOJIB3Y POXKICHUS 300poBoro pebenka, 12 (11,1%)
YeJIOBEK OTBETUJIM, UYTO OYIyT IJIAHUPOBAThH IOCJIEIYIO-
e 6epeMEeHHOCTH U POJbI HE3aBUCHMO OT HAJIMYUs 3a-
GosreBanms y oynymmx aereit, 33 (30,5%) mHTepBBIOMPY-
€MBIX He IIAHMPOBAJIU IETOPOXIEHME B OyaylieM M 3a-
TPYIHSUTHCH OTBeTUTH 37 (34,2%) ponuTeneid.

Ha Bompoc «PaccmaTpuBaeTe i1 Bbl BO3MOXKXHOCTD
BOCIIOJIb30BaThCsl JOPOIOBOM JUArHOCTUKOM?» 46 (42,5%)
poauTeseil OTBETUIIN TTOJIOXKUTEIbHO, 6 (5,5%) onpaiiBa-
€MBIX OTBETUJIM OTPULIATENIBHO T.K. «XO4Y POIUTH PeOeH-
Ka, He3aBUCUMO OT TOTO, OYIET JIU OH 3M0POB, WU OOJIEH»,
3aTPYIHSUIMCH C OTBeTOM 46 (42,5%) uenosek, u 10 (9,2%)
YYaCTHUKOB OCTaHABIMBAJIM OOJIbIINE MaTepUabHbIE 3a-
TpaThl Ha 1aHHOe KMcciienoBaHue. CorjiacHO pe3yibraTaM
AHKETMPOBaHUsI, K MOMEHTY OITpoca yxKe BOCIIOJIb30Ba-
JINCh TOPOAOBOI TMarHOCTHKOM ogHOKpaTHO 16 (14,8%),
2 u 6onee pa3 — 6 (5,5%) dyenoBek.

Bb160p 10p0n0BOI 1MarHOCTUKU BO BpeMsl OepeMeH-
HOCTH HeceT B cebe pUCK e€ MpepbIBaHMS IIPY BbISIBJICHUN
TeHETUYECKOro 3a001eBaHus I101a. Bo3MOXHOE TTPUHSI-
THE CJIOKHOTO PEIIeHUs O TIPepbhIBAHUM OEPEeMEHHOCTHU
B clly4ae nopaxkeHus 1ioga MB otmedanu 55 (50,9%) pe-
CITOH/ICHTOB, PEIIeHUE O COXpaHEHUM OEpPEMEHHOCTH, He-
cMoTpst Ha 100% BeposiTHOCTb Hanuuust MB y Oyayiiero
pebenka — 20 (18,5%) y4yaCTHUKOB, 3aTPYAHSIIUCH OTBE-
ITh 32 (29,6%).

Pe3ynemamel onpoca epayeli

OTBeThl Ha BoTpoc «Bpau Kakoii criennaibHOCTH TIep-
BBIM JIOJIKEH OOBSICHSITH POAUTEIISIM O CYLITHOCTU FeHETH -
yecKoro 3abosieBaHus?» pasaenninck: 36 (42,8%) Bpa-
4eil curTaau, 4To 3TO HEOOXOAMMO CAENIaTh Bpauy-TeHe-
tuky B MI'L, 27 (32,1%) y4acTHUKOB — JieuallieMy Bpauy
pebeHka u3 1eHTpa MB win myJ1sMOHOJI0THYECKOTO OT-
nenenus, 18 (21,4%) denoBeK — y4aCTKOBOMY Ieaua-
™Y, 3 (3,5%) Bpava cuMTaau, YTO JaHHYIO0 NH(MOPMALIIIO
HEOOXOIUMO OOBSICHSITh POAUTENSIM BCEM TEPEUYUCTICH-
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HBIM BbILIE crieruanctaM. [1pu stom Toasko 30 (35,7%)
13 84 OoNpOIIEHHBIX Bpayeil Bcerna HalpaBJIsid CEMbU Ha
MEeINKO-TeHEeTHYeCKoe KOHCynbThpoBanue, 31 (36,9%)
CTIELMATUCT — HaMpaBJIsil MHOTIA, HUKOTIA He HaIlpaBJis-
i — 15 (17,8%) menuumHCKUX pabOTHUKOB, U3 HUX 3 Bpa-
Ya-IyJIbMOHOJIOTa, 7 TIeIUaTPOB, OCTAJbHbIE 5 SIBJISIUCH
BpayaMM APYTUX CIELUAIbHOCTE.

NHdpopmMupyoT oboux poauTeseil mauueHTa
¢ MB o nmoBTOpHOM pucKe 3a00jeBaHUs Y MOTOMCTBA
49 (58,3%) Bpaueii, 16 (19,0%) cneumajiucToB WH-
dbopMupyoT Toabpko MaTh, 13 (15,4%) Bpaueit He UH-
(GopMUPYIOT HUKOTO U3 poauTeneii (U3 Hux 4 reauaTtpa
1 2 MyJIbMOHOJIOTa, OCTaJIbHbIE — BpauM APYIUX CITEI-
ajbHOCTei) (puc. 2). Bo3aMOXHO, 3TO CBSI3aHO C TEM, UTO
Bpauy-TeHETHUK CaM KOHCYJIbTUPYET IMallueHTOB U HE BU-
AT HeOOXOAMMOCTHU HAIPAaBJISATh €llle Ha OIHY 110100~
HYIO KOHCYJIbTALIUIO.

Cpeau MeIUIIMHCKUX pAOOTHUKOB HET €IMHOTO MHE-
HMSI B BOIIPOCE, Bpa4 KaKoi CeIMaJIbHOCTHU JOJDKEH Tiep-
BBIM OOBSICHSITh poauTelisiM neteit ¢ MB o noponoBoii nu-
arHoctuke. Tak, 33 (39,2%) pecrioHaeHTa OTBETUIIN, YTO
3TO NOJIKEH ObITh Bpau-reHetuk B MI'LL, 16 (19,0%) —
akyuiep-TuHexosor, 15 (17,8%) — nevaniuii Bpad pedeH-
Ka 13 1ueHTpa (otnenenust) MB/myiabmoHosoruu, 6 (7,1%)
— Y4acTKOBBI neauatp, 8 (9,5%) — penpoayKrojior u 5
(5,9%) yenoBeK CYUTAIOT, UTO ITO JAOJIKHBI JIeIaTh BCE BbI-
HIeTNepeYrCAeHHbIE CIICIIUATUCThI.

K npodunakruke MB, Kak K BaxkHO# 1 HY>KHO TTPO-
uenype, otHocsitest 70 (83,3%) Bpaueii pa3HbIX CTieIUaAb-
Hocteit, a 4 (4,7%) cnieuuanucTa, B YUCIe KOTOPBIX Bpad
ITyJIbLMOHOJIOT M JIBa Bpaya-IeauaTpa, CUMTAIOT, YTO ee
HE HaJI0 MIPUMEHSITh, TaK KaK COBPEMEHHOE JICUEHUE T10-
3BOJISIET TIPOMJINATH KU3Hb OosibHOTO ¢ MB; 9 (10,7%) pe-
CIIOHIEHTOB 3aTPYAHUIUCH OTBETUTD.

Ha Bonpoc: «Kakue TpyqHOCTH Ha3bIBaIOT POIUTENTN
IIpY BBIOOPE JOPOIOBOI TUAarHOCTUKU?», 39 (46,4%) Bpa-
Yeil OTMEYaloT, YTO POIUTEIM HE XOTST IPephIBaTh Oepe-
MEHHOCTb ITO pa3HbIM IMpUYrHaM, 4 (4,7%) ydacTHHKA UC-
CJIeMOBaHUS CYMTAIOT, YTO POAUTEIN HE XOTST UCIIOJIB30-
BaTh TexHosoruo KO mis1 BIOOpa 3M10pOBOro aMOpPUOHA
C LIeJIbIO JajibHelmeit oepeMenHoctH, 17 (20,2%) crienu-
AJIMCTOB TOJYYalOT OT POAUTEICH OTPULIATEIbHBINM OTBET
13-3a OTCYTCTBMSI MaTepHaIbHbIX BO3MOXHOCTENA.

Takum 0Opa3oM, JaHHBIE ONPOCA BBISBUIM Pa3HO-
00pa3HbIe TOYKU 3PEHUST MEAUIIMHCKUX CIIeIIUaIMCTOB
pa3IMYHbIX 00JIACTE HA BOIPOC MPEAUKTUBHOM THarHO-
ctuku MB. OcobeHHO cenyeT OTMETUTh OTCYTCTBUE M -
HOJIYIITHOTO MHEHMSI OTHOCUTEJIbHO HEOOXOIMMOCTH 00-
CYXIIEHMS JTaHHOM TEMBbI C POIUTEISIMUA M MHAUBUIYaAIb-
HOTO TOJIX0/Ia K BOIIPOCaM IpeHaTaIbHOM JMarHOCTUKMU.
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B HacTosmee Bpemst B PO He cymiecTByeT rocymap-
CTBEHHOW MPOrpaMMbl FEHETUYECKOTO KOHCYJIBTUPOBA-
HUS HACEJIEHUS, CKPMHUHTA Ha HOCUTEJIBCTBO MYTAIIUIA TSI~
JKEJIbIX HACIEICTBEHHBIX 3a00JieBaHUii, B TOM yucie MB.
Bo MHOrMX peruoHax oTCyTCTBYET BO3MOXHOCTb MOJYYUTh
TEHETUYECKOE KOHCYJIbTUPOBAHUE B LIEHTPAX, B KOTOPBIX
BoINOIHSIOT DKO u II'T. KpoMe Toro, toHopaM MoJIOBbIX
KJIETOK 3aKOHOJATEIbHO HE 00513aTeIbHO MPOBOIUTH T'e-
HETUYECKUE TeCThl HA HOCUTEIBCTBO YACThIX MATOTEHHBIX
BapUaHTOB (MyTallWii) paCIIPOCTPAaHEHHBIX HACEACTBEH-
HbIX 3a00eBaHuil. C Ipyroil CTOPOHBI, CYNpyKeCKue Ta-
pbI, He umetolre M B, Takke MOTYT UMETh PePOLYKTUB-
Hble pobJjieMbl U HyxXaaTbcsl B OKO. Ho gaxke B crienu-
AJTM3UPOBAHHBIX PEITPOAYKTUBHBIX LIEHTPAX BCTPEUAIOTCS
cJIyvau pOXACHUS NETel C MOATBEPXKIECHHBIM TUarHO30M
MB, Bo3HuKIIKMM B pe3yibrare npoueayp KO ¢ noHop-
ckumu (4 ciydast) UM COOCTBEHHBIMU raMeTamMu (OAVH
ciyyait) [7].

IToTpebHOCTh B 1OPOMOBOI TMAaTrHOCTUKE HaCJe[I-
CTBEHHBIX 3a00JIeBaHUI MPOIOIKAET OCTaBATHCS BBICO-
Koii. bosee Toro, B mocieaHee BpeMs YUCJIO MHBA3UBHBIX
MpPeHATAIbHBIX JUATHOCTUK BBIPOCJIO B CBSI3U C POCTOM
YacTOThl UACHTU(MUKALIMU T€HOB, OTBETCTBEHHBIX 32 Ha-
CJIeZICTBEHHbBIE 3a00JI€BaHUS U 110 IPUYUHE COBEPIICH-
CTBOBAaHUS METOJAOB MOJIEKYISIPHOU nuarHocTuku. I1po-
JIOJDKAET pacTH 3alpoC HA HEMHBA3WBHBIN MPEHATATbHBIN
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CKpUHUHT. OIHAKO ero OCHOBHas cepa MPpUMEHEHUST —
3TO BBISIBJICHUE aHEYTUIOUINI M1 MUKPOAEICIII, ¥ TOJIBKO
B HEOOJIbIIIOM KOJIMYECTBE CIydyaeB — IMPU ayTOCOMHO-Pe-
LIECCUBHBIX 3a00JIeBAHMSIX C YCTAHOBJIEHHBIMU POIUTE b~
CKMMMU MyTalusIMu [8].

IIpoBeneHHOE MCCIeI0BaHKE TTO3BOJIMIIO OIPEACIUTh
HEKOTOPBIE «TOYKM OIOPbI» IJIs JATbHENIIETO PA3BUTH
MporpamMm npo@uIaKTUIeCKOro CKpMHUHTA.

Bo-nepBbIX, 3T0 0COOEHHOCTH TIEPBUYHOI KOHCYJIb-
TallMM 10 pe3yJIbTaTaM FeHeTUYECKOTro 00CIIeIOBaHMS Ma-
LIMEHTOB. BOJBIIMHCTBO PECITIOHAEHTOB KaK Bpayeid, Tak
M TIALIMEHTOB, T0JIaraeT, YTO KJIIOUYEBbIM CIEIUaINCTOM
JUTSI OOBSICHEHUSI TPUYMH 3a00J1eBaHUS SIBJISIETCS] Bpau-Te-
HETHK WM Jiedaluii Bpad. OgHaKo He BCe Bpauu IpUIep-
JKUBAIOTCsI HEOOXOMMMOCTHY MPOMMIAKTUIECKUX ITPOrpaMM
obcnenoBaHus. boiee Toro, ToJIbKO 4yTh 0OJIbIIE TPETH
CITELIMAJIUCTOB OTIPABJISIIOT CEMbM Ha METMKO-TeHETUYE-
CKYIO KOHCYJIBTAIIMIO, YTO MOATBEPXKIAETCS U JAHHBIMU
ornpoca poaureneit neteit ¢ MB. JlaHHbIi1 (pakT yka3biBa-
€T Ha He0OXOAMMOCTh COBEPIIEHCTBOBAHMSI 00pa30BaTe/Ib-
HBIX TIPOIPaMM JIJIsI Bpaueil pa3IMdHbIX CIICLIMAIbHOCTE.

Bo-BTophIx, 3TO miaaHbl Ha Oyayiiee. HecMoTpst Ha
TO, yTO TIouTH 60% Bpaveili UHGOPMUPYIOT 0OOUX POAUTE-
Jieii mareHTa ¢ MB o moBTOpHOM pricKe 3a00JieBaHMsI Y T10-
TOMCTBA, a CaMU IallMEeHThl aKTUBHO MH(MOPMUPYIOT BCEX
YJICHOB CBOEH CeMbU 0 prcKax 3aboeBannii (79%), poxie-
HMe 00JIbHOTO peObeHKa 3HAYMMO BJIMSIET Ha XKeJlaHUe UMETh
elle AeTeil B 3Toil ceMbe. OTKA3bIBAIOTCSI OT AaIbHEMIIIEro

@ [a, oboux poautenei
® [a, Tonbko oTua
@ [a, Tonbko maTb

® Her

. 38prAHmOCb OTBEeTUTb

@ Hanpasnsio K reHeTuky
baktepuonor—1
MynbmoHonor — 2
Neanatp -4
Nla6.reHetvk — 1
KnuH.bapmakonor — 1
Mcuxonor —1
[eHeTK — 1
PeaHumaronor - 1

Puc. 2. PacnipefienieHne 0TBETOB Ha Bomnpoc «Mpuxoaunnoch nu Bam nHGOpMUPOBaTh UIEHOB CEMbM MaLMEHTa O PUCKax 3a6onieBaHnA?»

(n/%).
Fig. 2. Distribution of responses to the question “Have you had to inform the patient’s family members about the risks of the disease?”
(n/%).
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netopoxaeHust 32,3% cemeil. DTo oaYepKUBaeT HEOOXOI -
MOCTb JIOTIOJTHUTEJIbHBIX KOHCYJIBTALIMI TAKUX CEMEI O BO3-
MOXHOCTSIX JIOPOIOBOI TUAarHOCTUKU W 3HAYMMOCTh TICH-
XOJIOTMYeCKOii TTomMoniu. TeM 6oJiee, 4TO COIIACHO OMpPOCy,
puMepHO 86% pecIOHACHTOB MOJIaraloT, YTO TeHeTHYe-
CKM€ TeXHOJIOTHU JUTSI POXKICHMSI 3I0POBOT0O peOeHKa HyX-
HbL. O BOBMOXXHOCTSIX TOPOIOBOI JMarHOCTUKKU OCBEIOM-
JieHbl 80% pecroHIEHTOB, a ITouTH 42% 3HAIOT O TPEX BUIAX
JIMArHOCTUKM, BKJIIOYAst TEHETMYECKMI CKPMHUHT Ha 3Tarie
IJTAHUPOBAHUSI HOBOM O€peMEHHOCTH, CKPUHUHT 9MOPUO-
HOB Y TeHETYECKYIO IMarHOCTUKY BO BpeMst O6peMEHHOCTH.

B-TpeTbux, a3T0 MH(pOPMUPOBaHUE O MPOPUIAKTUKE
HacJeICTBEeHHbIX 3a001eBaHUIA U 1OPOIOBOI AUArHOCTH -
Ke. BaxkHbIM 3TanoM B TOPOIOBOIA IMArHOCTUKE SIBJISIETCS
KOHCYJIbTallMsI cCeMel Ha 3Tare IIaHUPOBaHUS OepeMeH-
Hoctu. OHAKO B HACTOSIIIEE BPEMS CPEIU MEIULIMHCKUX
pabOTHUKOB HET KOHCEHCYCa O TOM, KTO €€ JIOJKEH IPOo-
BOIUTH, XOTsI TouTu 40% OTBOAST Ha 3Ty POJIb Bpayy-re-
HETUKY. DTO KOCBEHHO MOATBEPXKAAET OMPOC POAUTENEH —
MH(OOPMAIIUIO O BO3MOXKHOCTSIX TeHETUYECKUX TEXHOIOT Ut
OHU TOJIYYaloT B OOJIbILIE CTEIIEHU M3 IIPeCChl U MHTEP-
HeTa, 4yeM oT Bpaueid. K ToMy ke, Tonbko 83% MeauiH-
CKHX paOOTHUKOB CUUTAIOT MpoduiakTuky MB nonesnoit
npouenypoii. besycioBHo, monydyeHHass MHGOpMalus Ha-
CTOpaXKMBaeT U TpebyeT 0oJjiee YETKOM MO3ULIUU 10 STUM
BOITpocaM MpodeccuoHaabHOro coodiectna. MHTepHeT
HE O0JDKEH ObITh OCHOBHBIM MCTOUHUKOM <«IIPABIMBOIM MH-
dopmarnm», a Bpad 1OJKEH OCTaThCs JIMLIOM, KOTOPOE MH-
(bopMupyeT 0 Bumax MEAMIIMHCKOI TTOMOILIM.

B-uerBepThIX, 3TO KOHKPETHBIE IJIaHbI CEMbU Ha
pPOXIeHUE 3M0POBBIX AeTeli. 31ech HEOOXOAUMO OT-
METUTh, YTO OOJILIIMHCTBO ONPOILIEHHBIX ceMeil ¢ MB
(42,5%) Bce-Taku IUTAHUPYET TOPOIOBYIO TUATHOCTUKY,
M JIMIIIb HEMHOTME CYMTAIOT €€ MaTepUaJbHBIM OpeMeHeM
(9%). bonee Toro, eciu MPOUCXOIUT JTOMOJIHUTEIbHOE
MHGbOPMUPOBaHUE POAUTENCH O BO3MOXHOCTSIX U METO-
JlaX JOPOJOBOM TMaTHOCTUKU, TO 24% MEHSIIOT CBOE OT-
HOIIIEHWE K TaHHOMY BUIY IUIAHUPOBAHUS POXKIACHUS
neteit, v uiib 11% XOTAT poauTh pebeHKa He3aBUCHMO
OT TOro, OYAET J1 OH 300POB WJIU HeT. BaXkHbIM acnek-
TOM TIPOJIOJIKAET OCTaBaThCS BOMPOC O MpepbIBAHUU Oe-
pPEeMEHHOCTH (B ciIydae IpOBeACHUs TpeHaTaIbHOM I1a-
rHocTukm) — 51% ero ormeuator. Ho, ¢ yaeToM TOrO0, 4T0
6osee 20% pecroHAEHTOB yKe BOCIIOJIb30BaIUCh JTaHHBIM
BUIIOM 00CJIEIOBAHUSI, 3TOT BEIOOD yKe MaleHTaMu ObLI
MPUHST. B 11IeJIOM CTOUT OTMETUTD, UTO OOJIBIIMHCTBO Ce-
Meit ¢ MB no-npexxHeMy 0osiee 0CBEIOMJIEHBI O TpeHa-
TanbHO quarHoctuke, yem o I1I'T. Ognako III'T HeceT
ropasio MeHbIIIe TICUXOJIOTMYEeCKUX MPOOIeM M KaXeTcst
0oJiee MEPCIEKTUBHBIM [9].
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VY3HaTh 0 puckax HacienoBaHuss MB, He noxunasich
pOXIeHusT 00JBHOrO pebeHKa, MOXKHO, IPOMIS UCCe-
JIOBaHME Ha HOCUTEILCTBO MATOI€HHBIX BADMAHTOB B I'e-
He CFTR oboum poautenisiM. CeMbsIM, TAE €CTh PeOEHOK
¢ MB, HeoO6XoaMO MPeUIOKUTh KOHCYIbTAlIUIO TeHEeTH -
Ka IJIsl TIOJy4eHUs] MH(pOopMaluu o TUIIE HACEeT0BaHUS
3a00JIeBaHUST Y BO3MOXHOCTSIX IMOCJICAYIOIIETO TUIaHM -
POBaHMSI IETOPOXKIACHUSI U O BEICOKOM pucke (25%) toro,
YTO POAUBIIMIICS PeOEHOK MOXeT ObITh 00jeH MB. Tak
K€ TOJKHBI ObITh 00C/IeI0BaHbl CUOCH 00JILHOIO, He3a-
BHCHUMO OT Pe3yJIbTaTOB HEOHATAJIbLHOTO CKPUHMHTA, ISt
BBISIBJIEHUSI HOCUTEJILCTBA U NAaJbHENLIETO IIJIAHUPOBAHUS
netopoxneHust. CKpMHUHT Ha HOCUTEIbcTBO M B ciemyer
Ipeaarath BCeM XEHIIMHAM, TIaHUPYIOIIUM OepeMeH-
HOCTb WJIH YXe OepeMEHHBIM.

AHnaym3 crateii B oubanorekax Cochrane u Medline,
otHocsimxcst K [T, mokasbIBaeT, YTO 3TOT METOJI, SIBJISI-
€TCsl aIbTePHATUBOM MpeHATaIbHOM AMAaTHOCTUKE JJIST BbI-
SIBJICHMSI TeHETUYECKUX HApYyIIEHUId y TIap, MOABEPXKEH-
HBIX PUCKY Mepeaaur FeHeTUYeCKOTo 3a001eBaHUs CBOE-
My notoMcTBy [10].

B Hacrosiiiee BpeMsi pa3pabaThIBaeTCsl METOI HEMHBA-
suBHoro I1I'T ¢ ucnonb3oBaHreM OTPaOOTAHHOM KYJIBTY-
paJIbHOM Cpelbl IJIsl SMOPMOHOB, KOTOPBIA MOXET obecIie-
YUTh 60JIEe MPOCTOM, OE30MACHBII M MEHEee TOPOTOCTOSIIINIA
MOIXOM K TAHHOMY TECTUPOBAaHUIO K 00ECTIEUNTh IITMPOKUIA
JIOCTYII K TeHeTUYEeCKOMY aHaIu3y aMOp1oHOB [11].

ITpu npoBeieHNUY TEHETUYECKOTO 00CIeTOBaHMS MO-
I'YT OBITh BBISIBJICHBI HOCUTEIM MaTOTEHHBIX BApUAHTOB
reHa CFTR.

DTO BO3MOXHO TIPU:

— TIpeHaTaJbHOM TNAarHOCTUKE ITPY XKEJTaHUU OyTyIIIX
ponuTesieil y3HaTh, SIBJISIIOTCS JIM OHM HOCUTEISIMU I1aTO-
reHHoro BapuanTa reHa CFTR;

— 00CIeqoBaHUM YIEHOB CEMbHM, I YKe eCTh 00JIb-
Hble MB;

— CJIyJaiiHO MPU MOJIEKYJISIPHO-IMarHOCTUYECKOM 00-
CJIeNOBAaHUM Ha IPYTHE HACIENCTBEHHBIE 3a00JIeBaHUS;

— MPOBEIEHNU HEOHATAJIbHOTO CKpUHUHTa Ha M B.

TTocKoJbKy reTepo3UroThl HECYT TOJIBKO OMUH MaTOTeH-
Hbili BapuaHT reHa CFTR, y HUX 9KCIIPECCUPYETCST BABOE
MeHble kaHajioB CFTR, uem y nmoaeii 63 maToreHHbIX Ba-
puaHToB CFTR, 4TO MOXET OObSICHUTD MOBBILLIEHHBII PUCK
3a00J1eBaHMI IbIXaTeJIbHBIX MyTeil y retepo3urot [12]. Ho-
CUTeJIM MaTOreHHbIX BapuaHToB reHa CFTR noasepraioTcs
MTOBBILIEHHOMY PUCKY HEKOTOPBIX COCTOSTHUIA, CBSI3aHHBIX
¢ MB, Takux Kak XpOHUYECKUI1 ITAHKPEaTUT, CaXapHbIi Tra-
0eT 1 OpOHX03KTAa3kl [ 13], HEKOTOpbhIE HOCUTEITN 3apakatoTCst
HEOOBIYHBIMU JIETOUHBIMM MH(MEKIMSIMU (HarpuMep, HeTY-
0OepKynae3HbIMU MUKOOAKTEpUATbHBIMU MH(pEKIUSIMU) [ 14].
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Suggested recommendations for medical monitoring of heterozygous CFTR gene variants carriers

Hocurenb

Hab6monenue

KpatHocTb 06cnenoBaHumii

OJIHOTO TIaToreHHoro BapuaHTa reHa CFTR,
aCCOIMMPOBAHHOTO C TTAHKPeaTUTaMu'

— amuJ1a3a KpoBU
— JITa3a KPOBU
— VY31 XKKT

1 pas B Iof, 11O IMMoKa3aHUusAM — Yalle

OJIHOTO TaToreHHoro BapuaHTa reHa CFTR,
aCCOLIMMPOBAHHOTO € Oecronuem!’

— KOHCYJIBTALIMS PEMPOIYKTOJIOra;
— KOHCYJIbTAIMSI TEHETHKA;
— KOHCYJIbTAIIMS AHIPOJIOTa/THHEKOJIOTa

B Bo3pacTe 15 sier

OJTHOTO TIaToreHHoro Bapuanta rena CFTR %3

— KOHCYJIbTAIMsI TeHETUKA
— o0cJieoBaHKE MapTHEPA MPU IMJIaHUPO-
BaHUU OEPEeMEHHOCTH/CEMbU

TIPY TOCTHMKEHUH PETTPOIYKTUBHOTO BO3pacTa

' CoracHo 6a3e maHHbix OMIM https://www.omim.org/
2 CornacHo 6a3e nanubix CFTR2 https://cftr2.org/
3CornmacHo 6a3e CFTR France https://cftr.iurc.montp.inserm.fr

ITpu BEISIBICHNN HOCHUTEJICH TTaATOTCHHEBIX BApUAHTOB
CFTR BO3MOXHO UX IaJibHeHIIee TMHaMUUeCKoe HaOJII0-
JIIeHUe 1 obcienoBaHue (Tadamua).

3ak/ovyeHmne

TakuMm 06pa3oM, aHKeTUPOBaHME MTOKA3aJI0 HU3KUI
YPOBEHb OCBEIOMJICHHOCTU KaK POIUTEJIEN, TAK 1 Bpauden
OTHOCUTEJIBHO JOPOIOBOI auarHoctuku MB. B HacTos-
11ee BpeMsi, KOTa TapreTHas Teparus 3TOro 3a00J1eBaHUs
3HAYUTEIBHO YJIy4IIaeT KauecTBO XXU3HU oneii ¢ MB, Bo-
TPOCHI O AETOPOXKICHUU CTAaHOBSITCSI BCe OoJiee aKTyallb-
HBIMU JIJIS1 TALIMEHTOB. 3HAHUE O JOCTYITHBIX CKPUHUHTIO-
BBIX TeCTaX, IOHMMAaHUE UX OTPAaHUYCHUM 1 TPEUMYIIICCTB
MMeeT BaXKHOE 3HAUCHUE MIJIST BCEX CITeIIMAaINCTOB 31PaBo-
oxpaHeHus. O6pa3oBaHue B 00JIaCTU TeHETUUECKOIM Me-
TUIAHBI JOJIKHO OBITh YIYYIIIEHO, a JOCTYI K KOHCYJIb-
TalMsIM Y TEHeTUYECKMM TeCTaM JOJKEeH ObITh 00ecTieueH
Ha 0oJiee IIMPOKOM ypoBHe. UMesl 3Th 3HaHUS U OTIBIT,
Bpauu CMOTYT IPEIOCTABISTD CIICIIMATU3UPOBAHHYIO I0-
MOIIIb U TIOIIEPKKY POTUTEIISIM TIPU TTAHUPOBAHUU CEMbU
W TIPUHATUN 0O0CHOBAHHBIX PEMPOAYKTUBHBIX PEIICHUA.
ToapKo ImyTeM MOBBIIIEHUS] OCBEIOMJIEHHOCTH 1 00ecIIe-
YEeHMS I0CTYIA K COOTBETCTBYIOLIECH MEAULIMHCKOM IIOMO-
LM MOXHO 3HAUYUTEJbHO CHU3UTD PUCK POXKICHUS AETCH
C HaCJIeACTBEHHBIMU 3a00JIEBAHUSIMU, COXPAHUTH 310PO-
BbE OYIYIIMX ITOKOJICHUI U YIYIIIUTh KAYeCTBO KU3HU Ce-
MeH, CTAIKMBAIOIIUXCS C 9TUMU MTPOOIeMaMU.
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