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OT'BY «HanuoHaABHBIM MEAUIIMHCKUY UCCAEAOBATEABCKUH I[eHTP AeTCKOM reMaTOAOTUH, OHKOAOTMH U UMMYHOAOTHUY
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IlepBuunsie ummyHoaedumutasie cocroauus (IINJIC) — reneTuuecku o0ycIaOBJIEHHBIE, TsKebIe,
YacTo JKM3Heyrpo:karomue 3a6oieBaHUsA, ¢ MOPa)keHHEM pPA3JIMYHBIX KOMIIOHEHTOB MMMYHHOI
cucremsl. [Ipenaransnasa quarsocrtuxka (IIH]I) siBasgercsa BaskHON YacCThIO MPO(GMIAKTHKU POSKAe-
Huda ngereit ¢ [INJIC. Ilexs ucciaenosanua — anaaus pesyabraro ITH/I npu 33 6epemennoctax B 30
ceMbiX, I/ie 0TMedaJica XoTs 661 onquH caydait [IINJIC, moaTBepikIeHHBII MOJIEKYIIPHO-TeHETHIECKH.
Marepuans! u Metonsl ucciaenopanua: [JJTHK minona Beigexsanu u3 MaTepuala, HOJIYy4eHHOTO IIyTeM
3a60pa BOPCHH XOPHOHA, aMHHMOTHUYECKOH KHIAKOCTH Miau KoprpoueHresa. O6pasusr [JTHK mroxos
OBLIM MCCJIENOBAaHBI Ha MpeIMeT HAJIWYMS KOHKPETHBIX IAaTOTEeHHBIX MyTaluii, paHee 3adukxcupo-
BaHHBIX B CeMbSIX, METOIOM NIPSIMOro cekBeHumpoBaHusa nmo Cenrepy. PesyiabraTtel: B 5 cayuasax y
nJoxa ObLIH BHIABJIEHBI MyTalliH, IOATBepsKaatonue coorsercTByromuii Bug [INJIC, 6epemenHoCcTH
OBLIM IIPEePBaHBI IO :KeJaHUI0 poguTeseil. B 4 caydasax mioasl ABIAINCH TOTEHIMAIBHO 300POBBIMH
HOCHTEJISIMYU MyTalUil B TeTE€PO3UTOTHOM COCTOSHHMYU, B OCTAJIBHBIX CIydyasdX COOTBETCTYIOINEe MyTa-
I[UM BHIABJIEHBI He ObLIU. 3aKJIIOUeHUe: reHeTHuuYecKoe KoHcyabTupoBanue u ITH]] urparor BamxHyro
POJIb IPY IJIAHUPOBAHUYU POKIEHHS 3OPOBHIX JeTell B ceMbiAX, I/ie BCTpeYaJIuch MyTallui B reHax,
orBercTBeHHbIX 3a ITU]IC.

Kntouesvle cnosa: nepsuunvie UMMYHOOePUUUMHbBLE COCMOAHUS, NpeHAmMAaAbHas 0UuazHOCMUKQ,
ceMmeilHoe KOHCYLbMUPO8a ue, MOJLEKYAAPHO-2eHemuyeckoe ucciedosarnue, 300posoLit HOCUMeLb.
Hum.: H.B. Kysvmenrxo, T.B. Bapaamosa, AA. Myxuna, B.B. Bpuanuanmosa, E.B. Paiikuna, I'A.
Hosuukosa, A.IO. Il]ep6una. Onvim npenamanvHoil OuazHOCMUKU NePEBUYHbLX UMMYHOOePUUUMHBLX
cocmosanuil. [Teduampus. 2019; 98 (3 ): 44—48.
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Primary immunodeficiency states (PIDS) are genetically determined, severe, often life-threatening
diseases, with lesion of various components of the immune system. Prenatal diagnosis (PND) is an
important part of preventing the birth of children with PIDS. Objective of the research: to analyze
results of PND in 33 pregnancies in 30 families, having at least one case of PIDS, confirmed
molecularly and genetically. Materials and methods: Fetal DNA was extracted from material
obtained by taking chorionic villi, amniotic fluid or cordocentesis. Fetal DNA samples were

examined by Sanger direct sequencing for the presence of specific pathogenic mutations, previously
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genetic research, healthy carrier.
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IlepBuuHble UMMYHOAE(PUIIUTHLIE COCTOSHUS
(IINOC) — reHeTmuecKu OOYCJIOBJIEHHEIE, JKU3HE-
yrposKkaloiiue 3a00JeBaHNA, KOTOPbIe UMEIOT ayTo-
coMHO-moMuHaHTHBIN (A]l), ayrocoMHO-peliec-
cuBHBIH (AP) u X-cuenieHHbI# (X-CII) BapUAHTHI
"HacaemoBauua [1-3]. Bouabitad yacTh KJIWHUUE-
ckux npodapienuii ITUJC cBazaHa ¢ TAKEIBIMU
UHPEeKIIUAMUA, ayTOUMMYHHBIMHA U OHKOJIOTHUE-
cKuMU ocaoskHeHuaAMmu [1, 2, 4]. JleueHnune Taxux
TMAIMEeHTOB — CJIOKHBIM, JOPOTOCTOAIIUI U YACTO
TMOXKU3HEHHBIN mpoitiecc [4, 5]. [laske Ipu UCTIOIB30-
BaHUU COBPEMEHHBIX METOHOB JIEUeHUA HEKOTOPhIe
rpynnbl 3a60JieBaHUI MO-TIPEKHEMY HEU3JI€UNMBI.
CeMbl, B KOTOPBIX poikmaerca pedenox c¢ ITUIIC,
HUCIIBITHIBAIOT CEPbE3HBIN IICUXOJOTUUECKUI CTPece
B TeUeHUe MHOTHUX JieT [6].

Muoroo6pasue (GPeHOTUNIUUYECKUX IPOABIEHUI
IINIC, moxoskas KIMHUYECKAs KapTUHA y Iallu-
€HTOB C Pa3JIUYHBIMU TeHeTHUecKuUMUu npederra-
MU B PasHbIX IeHaX YacCTO 3aTPYAHAIOT U YCJIOMXK-
HAIOT IUATHOCTUYECKUHN NOYTh IO OKOHUYATEJNLHO-
ro0 MOJIEKYJAPHO-TeHEeTUYECKOTo numarHosa [7, 8].
Bepupuranusa reHeTuueckoro gedeKTa y mamueH-
ToB ¢ IINJIC BaskHa He TOJBKO AJIA BbHIOOpA OITHU-
MaJbHOTO MOAXO0AA K BeIeHUIO IalleHTa, HO U IJId
KOHCYJIbTUPOBAHUSA CEMbU — T'€HETUYECKOT0 o0cJIe-
OBaHUSA POACTBEHHUKOB M BO3MOKHOCTU IIPOBEjE-
HUA TpPeHaTaJIbHOI, a TaKyKe IIPEeuMILIaHTAIlVMOH-
HOII JUarHOCTUKMU.

IIpematanbuas paumarnoctuka (IIH]I) saBasa-
eTcsi Ba’KHOM UYacThI0 NPOPUIAKTUKU POKICHUA
nmereit ¢ IIMIC, omgHAKO MO’KeT OBITH HpeioKeHa
CeMbsM TOJIBKO B TOM CJIy4ae, eCJIU U3BECTHA I'eHe-
TUUecKad IpUYnHa 3a00IeBaHNA TPOOAHIA B CEMBbE.
Kpaiine Ba)kHOIT 3amaueil B TaKOW CUTyaIllUU ABJIA-
eTcss MHQPOPMUPOBaHUE POAUTENEH O BOSMOYKHOCTHU
UMETH 3JOPOBBIX ETEMH.

JJ1s omepaTUBHOTO IIPOBEAEHUA MOJEKYIIAPHO-
TeHEeTUYECKOT0 00CJIefOBaHUA ILJIOAA HEOOXOTUMMBbI
YeTKasg OpraHu3alud Ipoliecca U CKOOPAMHUPOBaH-
HBbIe JefCTBUA BCEX YYACTHUKOB — OT POAUTEse
Oynmyimero pebeHKa MO Bpaueill MOJEKYJIAPHO-TeHe-
TUUYECKOI 1abopaTopum.

ITens wucciaemoBaHUA — aHAJIU3 PE3YJIbBTATOB
ITHO npu 33 GepemenuoctAx B 30 cemMbaAx, rie
oTMeuajyicsa XOoTda Obl oxmH cayuann IIUJC, mox-
TBEPIKIEHHBIN MOJEKYJIAPHO-TEHETUYECKU.

MaTepna.m,I M MeTOObI MCCJIeTOBAHUA

B uccuaemosanue BKJOuUeHbl 30 cemeil maiu-
eatoB ¢ [IMNIIC, moAaTBEep:KIEHHBIMU MOJIEKYJIAP-
HO-TeHeTUYecKu (cM. TabyuIly), oOpaTUBIIUXCA Ha
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diagnosed in families. Results: in 5 cases, fetus had mutations confirming the corresponding PIDS
type, pregnancy was terminated on parents’ request. In 4 cases fetuses were potentially healthy
carriers of mutations in the heterozygous state, in other cases, the corresponding mutations were
not identified. Conclusion: genetic counseling and PND play an important role in planning the birth
of healthy children in families with mutations in genes responsible for PIDS.

Keywords: primary immunodeficiency states, prenatal diagnostics, family counseling, molecular

Quote: N.B. Kuzmenko, T.V. Varlamova, A.A. Mukhina, V.V. Brilliantanova, E.V. Raykina, G.A.
Novichkova, A.Yu. Shcherbina. Experience of prenatal diagnosis of primary immunodeficiency states.

paHHUX CpPOKax 6epeMeHHOCTHU, C IIeJIbI0 IIPOBEAeHU
ITH]I B mepuoz ¢ gexabpsa 2013 mo mapt 2019 rr.

Huarsos ITNJIC y npo6aHnoB B ceMbAX ObLI paHee
IIOCTaBJIeH HA OCHOBAHWU JUATHOCTUYECKUX KPUTEPUEB
MeskgyHAPOJHOIO COI3a MMMYHOJIOTMUYECKUX OOIIeCTB
(IUIS) u EBpomeiickoro o6IjecTBa UMMYHOAEDUIIUTOB
(ESID) [1, 7].

Bo Bcex ceMbAX IpeABAPUTEIBHO OBLIO IIPOBEIEHO
ceMeifHOe KOHCYJIbTUPOBaHue (TeHeTHYeCKoe 00CIef0BaHTe
YJIEHOB C€MbH, COCTABJIEHUE DOJOCIOBHOM CeMbHU, OLIEHKA
FeHEeTUYECKUX PUCKOB, OI[EHKA BO3MOYKHOCTH IIPOBEICHUS
ITHI), sKeHIUHBI OBLIN MIPEIYIPEKICHBI 0 HEOOXOAMMO-
cTi 06PATUTHCS HA PAHHEM CPOKe OEPEMEeHHOCTH AJIA Opra-
ausanuu [TH]I. B nmporecce cemeiiHOTO KOHCYJILTUPOBAHUSA
popuresnn manueHToB ¢ I[IMJC mosyuanu mHGOPMAIUIO
o cpokax npoBeneHusa ITH][ 1 OCHOBHBIX TEXHUYECKUX U
JIOTUCTUYECKX MOMEHTAX, & TAKIKE BO3MOYKHBIX OCJIOMKHE-
Huax. Ilpy HacTymIeHun GepeMeHHOCTH O0CYIKAaIu IIPOo-
eAypy MOJIydeHUs: OUOJOTMUEeCKOT0 MaTepraia B 3aBUCH-
MOCTH OT CpoKa OepemeHHOCTH. OUTUMAIBHBIM SBJISLIICS
3a00p BOpPCUH XOpHroHA Ha cpoke or 10-if mo 12-it Hemenu
OepemenHOCTH. IIpM HEBO3MOJKHOCTH IIOJYYEHUS Mare-
puaja B 9TOT IEPHOJ NPOBOAWJIM amMHUOIeHTe3 0 20-it
Heei1 6ePeMeHHOCTH WJIN KOPAOIeHTes Ha 6oJiee IO3LHUX
cpokax. ITocye 3a6opa MaTepuaia OCYIIIECTBIAIN MOJEKY-
JIAPHO-TEHETUUECKOe WCCJIeIOBaHNEe Ha 0ase ysrabopaTopuu
MOJIEKYJISIDHOM OMOJIOIMU C LIeJIBIO OIPEeNe/IeHUsT IPUIMH-
weIx Mmyrauumit. IIpm mposemenuu ITH]II ObL10 mOTydYeHO
nH(OPMUPOBAHHOE COTJIACKE BCEX JKEHII[MH.

Bcero 6bL10 mpoBemeHO 33 MOJIEKYJIAPHO-TEHETH-
yeckux uccaenoanusa [JHK mimonos mpu 30 6epemeHHO-
cTax. B cembe 1 mpoBeneHo 3 uccaenoBanusd, B ceMbe 8 — 2
uccjaemoBanusa (cM. TabIUILY).

Y 27 nmamuenTtoxk B I TpumecTtpe GepemeHHOCTH (Ha
cpoke mo 12 Hemesnb) 6bLI0 BhIMOJIHEHO 30 OMoICHiT BOP-
cuH xXopuoHa. B aByx cayudasax (cembu 21 u 30) moayue-
Hue Ouomarepuaja MPOBOAUIN IIPU IIOMOIIY aMHUOIEH-
Te3a Ha CpoKe OepeMeHHOCTU 14 Heaesb, elfe B OJHOM
ciiydae IPOBOAWIN KODPAOIeHTe3 Ha 22-i1 Hemese (CeMbs
20). 3abop maTepuaia A MOJEKYJIAPHO-TEHETUUECKOTO
(MT') anayu3a MPOBOJUIN B IEPUHATAIBHBIX IIEHTPAX II0
mecty sxuresabcTBa. Oupezpenenue nosa mo [JHK mioza B
KPOBU MaTepu IPOBOJWIN II0 MECTY JKUTEJbCTBA.

T'enomuyro [JTHK skcTparupoBaiu u3 BOPCUH XOPUO-
HA, AMHUOTUYECKON JKUAKOCTUA WX KPOBU ILJIOLA, COOT-
BETCTBEHHO WCHIOJb3ysa HabGop mus Boeigesenus JJHEK-
cop6-B (AmMnaumnpaiiMm), B COOTBETCTBUU C IPOTOKOJIOM
IIPOUBBOAUTEIISA.

Kouramuuanuio obpasia miaona marepunckoi [JTHEK
WCKJOUaNN ¢ moMollbio oupenesneHus STR j1oxkycoB B
oOpasiax maTepu, OTIA U miaoAa (Habop peareHTOB [Jd
MyJbTUILIeKCcHOrO anaausa 19 STR-mapkepoB u JoKyca
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Briasaennsie myranmuu B cembax ¢ ITM/IC u pesyasraTtsr ITH]L

Tabruua

Cembs Huaruos TH Myranus B cembe Beaoxr 0365;- Ilmoxm b
1 CBO X-c1g WAS: c.1047dupT p.A350fs BX | mopaskeH | mpepBaHa
1 CBO X-c1g WAS: ¢.1047dupT p.A350fs BX 3I0POB | OcTaBJeHA
1 CBO X-crIg WAS: c.1047dupT p.A350fs BX | mopakeH | mpepBaHa
2 CBO WAS: WAS: ¢.143C>T p.T481 BX 3I0POB | OcTaBJIeHA
3 CBO X-cIx, WAS: c.294delA p.E98fs BX 3I0POB | mpepBaHa
4 CBO X-c1g WAS: c.397G>A p.E133K BX 3I0POB | ocTaBJeHA
5 CBO X-cg, WAS: ¢c.560-1G>A — BX 3I0POB | OcTaBJeHA
6 CBO X-cg, %ﬁi(‘f(}ggzt?gﬁz%:c - BX 3I0POB | OcTaBJeHA
7 CBO X-c1g WAS: ¢.1271dupG p.L425fs BX 3I0POB | OcTaBJeHA
8 TKUH X-cIg IL2RG: c.202G>A p.E68K BX 3I0POB | ocTaBJIeHA
8 TKH X-crg, IL2RG: c.202G>A p.E68K BX 3I0POB | ocTaBJIeHA
9 TKUH X-cIr IL2RG: ¢.391C>T p.Q131%* BX 3I0POB | ocTaBJeHA
10 TKUH X-cr1g, IL2RG: c.421C>T p.Q141* BX | HOCuUTENB | OCTaBJIeHA
11 TKUH X-cr1g IL2RG: c.758-1G>A - BX 3I0POB | ocTaBJeHA
12 TKH X-cig, IL2RG: ¢.865C>T p.R289%* BX | HocuTesb | ocTaBiIeHA
13 TKUH X-cIr IL2RG: ¢.982C>T p.R328* BX 3I0POB | OCTaBJIeHA
14 TKUH X-c1g, .5 46_I§42£1GeiTTTG p.C182fs BX 3I0POB | ocTaBJIeHA
- 15 XAT X-cIg, BTK: ¢.37C>T p.R13* BX 3I0POB | ocTaBJeHA
i 16 XAT X-crIg lfiz;{{decl(%égg}f} p.L390fs BX 3I0pPOB | ocTaBJeHA
g 17 XAT X-cr1g BTK:c.1573C>T p.R525%* BX 3I0POB | ocTaBJeHA
s 18 T'uneplgM-cunapom | X-cit CD40LG: c.135T>A p.Y45%* BX 3I0POB | ocTaBJeHA
© 19 T'uneplgM-cungpom | X-cir CD40LG: c.661C>T p.Q221* BX | mopaskeH | mpepBaHa
20 Cungpom Huiimeren AP égﬁfél ngiTA_A p.K219fs KII | HocuTesdb | ocTaBIeHA
21 Cuszpom Huiimeren | AP GBI 08T p.K219fs AIl | mopasen | mpepsana
22 Cungpom OmenH AP RAG1:c.1681C>T p.R561C BX 3I0POB | ocTaBJeHA
23 IPEX-cungpom X-c1g FOXP3:c.1190G>T p.R397L BX | HOCHUTEN B | OCTaBIeHA
24 Hedumut PISK Al PIK3CD: c.3061G>A p-E1021K BX 3/JOPOB | ocTaBJyieHA
25 FMF AP MEFV: c.2080A>G p.M694V BX 3I0POB | OCTaBJIeHA
26 T'uneplgD-cungpom AP ]\éVK: c.613A> p-N205D/p. V3771 | BX | mopaskeH | mpepBaHa
/c.1129G>A
27 TRAPS-cungpom AT TNFRSF1A: c.236C>T p.T79M BX 3I0POB | OCTaBJIeHA
28 XTI'b X-cIr CYBB: ¢.1165G>C p.G389R BX 3I0POB | OCTaBJIeHA
29 XLP 2-ro Tuma X-c1g BIRC4: — BX 3I0POB | OcTaBJIeHA
nesenusa 4 u 5 9K3
30 TBH ATl ELANE: c.452G>C p.C151S AIT 3I0POB | OcTaBJeHA

TH — tun macimenoBanusi, UB — ucxopn 6epemennoctu, CBO — Cungpom Buckorra—Ounapuua, TKUH — Takenas KoMOMHUPOBAHHAS
UMMYHHAs HeJOCTATOUHOCTh, XAI — X-cuemnennas arammariaobyanuemus, FMF — cemeiinas cpeqnseMHOMOPCKAs JUX0opaaka, XI'B
— XpOHHYECKas I'paHygeMaTo3Hasi 6osesub, XLP 2-ro Tuna — X-cuemyienHaslii sumdonposudepaTuBHbIi cuaapom 2-ro tuna, TBH —
TsKeJass BPOYKIeHHAs HeNTponeHus, X-cI — X-CIeIJIEeHHbIH TUI HacaenoBaHusa, Al — ayTOCOMHO-TOMUHAHTHBIN TUM HACJIeJOBAHUA,
AP — ayTOCOMHO-peIeCCUBHBIN THI HaclenoBanusa, BX — BopcuHb! XxopuoHa, All — amEnonenTes, KII — kopgomeHnTes.

amesoreHnHa yesoBexka, COrDIS Plus, 000 «I'OPIVI3»)
MeTonoM (parMeHTHOro aHajausa. HabGop peareHTOB
BKJIIOUAeT JIOKYChI X 1 Y XPOMOCOM, UTO HCIIOJIH30BAJIA
JUIS OIIPeJleJIeHU A T10JIa IIJI0AA.

OHK 6puia aMmin@uiiupoBaHa C KCIOJIb30BAaHUEM
JTHEK-monumepassl T+ SynTaq (CurTon) U cienuduuecKux
npaiiMepoB (IIOCJI€JOBATEIBHOCTH IIPAMEDPOB JOCTYIIHBI
pu TpeboBaHNM). AMIIMKOHBI OIIPEIeIAIN METOJOM IIPA-
MOro OUAMPEKIINOHHOTO CeKBEeHUPOBAHWS, UCIOJIL3Ys Big
Dye Terminator version 1.1 cycle sequencing kit ma asTo-
matmueckoMm aHasnusatope ABI 3500x]1 Genetic Analyzer
(Applied Biosystems). Ananms mpoBOAMJIN C KCIIOJIB30-
BaHUEM IIporpaMMHOTO obecrieuenusa Variant Reporter u
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Sequencing Analysis (Applied Biosystems). Bce o0pasiisr
IOHEK o108 ObLIN MCCJIEJOBAHBI JIVIIH HA IPEAMET HAJIV-
Uns KOHKPETHBIX IATOTeHHBIX MYTAIUil, paHee 3a(pUKCHU-
POBAHHBIX B CEMbAX (CM. TaOJIUILY).

Pe3yabTaTsl

Temeruueckoe KOHCYJIBTHPOBAHUE U IIOCJELY-
formas ITH]T 6b11m ipoBefeHbl BO Bcex 30 ceMbsax,
rJie BCTpevanch OAUH U HECKOJBKO JeTell ¢ aua-
raozom IIMJIC. CoorBeTcTByIOIINE PE3YJIbTATHI U
OOHaApYsKEeHHbIEe MyTaIllui CYMMUPOBAHBI B TAOJIHUIIE.

3abopsl MaTepuasia (BOPCUHBI XOPUOHA, aMHUO-
IMeHTe3, KOPJAOIeHTe3) He IOBJIUAJN HA TeUeHUe
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0epeMeHHOCTH y BCeX JKEeHIIUH, OCJOKHEHUU B
OnumsKaiiline CpPoKW IIocjie 3abopa MaTepuaaa He
ormeuasiock. IIpu ananuse 33 oopasior JHK mio-
OB OBLIIO OOHAPYIKEHO 5 MATOTeHHBIX MYyTalluil B
pasnuunblx reax IIUIC (cempu 1, 19, 21, 26).
B 2 us 5 cayuadax maToreHHble MyTanuu 3ahUKCH-
POBaHBI B TOMO3SUTOTHOM COCTOSAHUU IPU 3a00JeBa-
HUAX, nepenaiomuxcad AP-nmyrem (cembu 21, 26).
Eme 3 maToreHHble MyTaIllu BBISBJICHBLI Y ILJIOAOB
MY’KCKOT0 moJjia mpu X-CIelJIEHHBIX 3a00JieBaHU-
ax (cembsa 1 — 1Be GepeMeHHOCTH B PasHbIe TOAbI U
ceMbsa 19). 4 MyTanuu B reTepO3UTOTHOM COCTOS-
HUM ObLIM 3a)MKCUPOBAHBI B PA3JIUYHBIX CEMbAX Y
ILJIOZOB JKEHCKOTO IIoJia IIpu 3a00JieBaHUAX, Iepe-
maromuxcsa X-ci-nytem (cembpu 10, 12, 20, 23). Bo
Bcex 4 ciaydyasgx GepeMeHHOCTU OBIIN COXPAHEeHBI
o peleHuio poxuteneii. Tak:ke BO Bcex cCaydaax
00HAPYKEeHUsA HOCUTEJIbCTBA MATOM€HHON MyTaIluu
V ILIOOB YKEHCKOTO I10JIa CeMbU OBLIU IIPENYIIPeK-
OeHbl 0 HeobxomuMmocTu mupoBemenua IIH]I[ npwu
Oynyiux 6epeMeHHOCTAX POAMBIINXCA AEBOUEK.

Y Ooabpimeit wactu miaomoB (24 — 72,7%) me
ObLIM OOHAPYIKEHBI MyTallul, PaHee BCTPeUaBIIIVe-
cA 'y 60JIBHBIX CUOJHTOB.

HawuGosbiiee KOJIMYECTBO HCCIAEHOBAHUN OBLIO
IIPOBEIEHO B CEeMbAX, I'[le NUATHOCTUPOBAHBI MAIly-
eHTHI ¢ cuHapoMoM Buckorra—Oumapuua (9 mccie-
moBaHUi B 6 cembsax). B 3 cayuasax us 9 Ob1iu o6HA-
PYsKeHBI IaTOTeHHbIE MYTaIlli, B T.4. ABE U3 HUX B
onHoit ceMmbe (ceMbst 1). ¥ 6 m1010B He 00HAPYIKEHO
myTamuii B rene WAS, paHee 3a@UKCUDPOBAHHBIX B
CeMbAX y CUOJMHTOB, B T.U. U HOCUTEJIEI KEeHCKOTO
noJia. IHTEepecHO, UTO B OAHOI U3 ceMeii (ceMbs 2)
IO PEeIeHUIO0 POAUTEJEeH MPOBOAUWJIM OIpeneseHue
moJia o aHasusy cBob6oxuoii [IHK miona, BeIaeseH-
HOU U3 KPOBU MaTepu Ha 5-i1 Hexese 6epeMeHHOCTHU.
HanbHeliee onpegeseHre MyTaIuy IJI0a TPOBOIM-
JIX B CUJTy 3a()UKCUPOBAHHOTO B 9TOM MCCJIELOBAHUY
MY3KCKOTO 110J1a Oy ayIero pe6eHka, 1o pesyabTaTam
KOTOPOTO ILJIOZ He UMeJ IaTOTeHHOM MyTaIuu.

V¥ 8 miomoB u3 7 ceMei IPOBOAMIN IIOUCK MYyTa-
muii B rere I L2RG s NUCKJIIOUeHU S X -CIIeILJIEHHOTO
BapHUaHTa TIKEeJON KOMOWMHUPOBAHHON MMMYHHOM
"epocrarounoctu (TKMH). B 2 ciyuasax Ob1JI0 omrpe-
JIeJIEHO HOCUTEJHCTBO IIATOTE€HHON MYyTaIuu Y ILJIO-
OB sKeHcKoro moja (cembu 10 u 12). 6 mI0g0B He
uMeJUu maToreHHoW myramuu. B cembe, rae ITH]T
IPOBOAUJIN JBaKABI, POMKIEHBI IBOE 3I0POBBIX
nIeTeiil pasHBIX II0JIOB (CeMbs 8).

B 3 cembax, rge BCTpedYaJuCh IAIUEHTHI C
X-cuenaeHHO# araMmMarjao0yanHeMueii, He o6HAPY-
JKeHO MyTaruil y miogoB (cembu 15, 16, 17).

Wz 2 cemeil ¢ meTbMH, CTPAAAIOIUMHU TUIED
IgM-cunapomMoM, B OTHOM CJIyUae maToreHHad MyTa-
musa He ObliIa obHapy:keHa (cembsa 18). B mpyroit
cembe (cembsa 19) myramusa obHApysKeHa y ILIoJa
MY3KCKOTO II0JIa.

W3 2 cemeill ¢ IeTbMU C ayTOCOMHO-PEIIECCUB-
weiM [IUIC, cuaapomom HuiimereH, B 0qHOM ciy-
Yae ompejiesieHa MyTallus ILJIOAA B TeT€PO3UTOTHOM
cocrosgauu (cembsa 20). B gpyrom ciydae myTanus
oOHapy:KeHa B TOMO3UTOTHOM COCTOAHUU (ceMbs 21).
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BrL1 poBeieH MOuUCK erne 9 maToreHHBIX MyTa-
Ui IJIOMOB B 9 PasiIWYHBIX I'eHaX, IPUBOAAIIUX
K cuaapomy OMeHH (ayTOCOMHO-peIleCCUBHBIN
TKUH), IPEX-cunagpomy, gebunury PISK, cemeii-
HOM cpeguseMHOMOpcKoi auxopanke (FMF), rumep
IgD-cuagpomy, TRAPS-cunapomMy, XpOHUYECKON
rpanyJieMaTo3Hoii 60se3uu (XI'B), X-cuenmeHHOMY
auM@onpoandepaTuBHOMY CHHIPOMY 2-TO THUIIA
(XLP 2-ro Tuma), TAKeJIOM BPOKIEHHOI HeNTpo-
nenuu (TBH). IlaTorenuble MyTanuu o0HADPYKEHBI
B ceMbe, T/ie YiKe eCTh ABoe OOJILHBIX JeTeil ¢ ayTo-
COMHO-pelieccuBHBIM runep IgD-curapomoMm (ceMbsa
26). Takske maToreHHas MYTallua B IeTE€PO3UTOT-
HOM COCTOSHHM Halgena B reme FOXP3 y miaona
sKeHcKoro moJja (cembs 23). Bo Bcex cayuasax, B
KOTODPBIX OBLIN O0HADPY KEHBI IaTOTeHHBIE MY TAI[UH,
0epeMeHHOCTH ObLIU MIPEPBAHBI IO PEIIIeHUI0 POIU-
Tesieii (cembu 1, 19, 21, 26); omHa 6epeMeHHOCTD, IPU
KOTOPOIi y IIofa He OBLIO OOHAPY:KEeHO MYyTaIluu,
Oblla IIpepBaHa II0 OPYTUM HpUYHHAM (ceMbs 3).
BepemenHOCTH, TIPU KOTOPBHIX OBIJIO BBIABJIEHO
HOCHUTEJBCTBO MATOTE€HHON MyTalluu, OBLIM coXpa-
"ens! (cempu 10, 12, 20, 23).

O6cyxxaenne

IIpencraBiaeHbl pe3yabTaThl aHaJM3a TaHHBIX
ITH] B cembax namnuenTos ¢ IIVJIC. B mabaonae-
mbix HaMu 30 cembax ¢ gerbmu ¢ IIMIIC pesynbra-
Tl npoBeneHus ITH]I npu HACTYIIJIEHUN OUepeSHON
0epeMeHHOCTH IIO3BOJIUJIN IIPOTHO3UPOBATH POK-
meune 20 3M0POBBIX AeTel, 3 JKeHIIMUHBI HAXOIAT-
cAd HaA dTale BLIHAINIMBAHWUS B HACTOSIEe BpeMdA.
B 4 ciyuadax 3sHaHUE O HOCUTEJHCTBE IIATOTEHHON
MyTalli{ y IJIOJOB KEHCKOTO I10JIa B IMEPCIEeKTUBE
MOKET CIYKUTh TPOPUIAKTUKON POKIEHUS AeTeit
¢ IINMC B cienyroleM MOKOJEHUN.

IIpu IINUOC ¢ AP- u X-ci-TunaMm HacJemoBa-
HUA (KOTOPhIE COCTABUJIN OOJIBIIIUHCTBO B UCCJIEAY-
eMOli IpyIIne) oKugaeMasi 4acToTa POKAEHUA 00JIb-
HOro peberka cocraBasaeT 25% . B gamuHOM mccaemo-
BAHMMU YaCTOTA BBHISBJEHUS [TATOM€HHBIX MYyTaIlui
y IJIOLOB OKasajach HECKOJIbKO MeHbIne (5 u3 33
—15%), uT0, BOBMOIKHO, CBA3aHO C HeOOJIBIIION UMC-
JIEHHOCTHIO BBIOOPKU. OLHAKO HEJIb3s UCKIIUYUTH U
TOT haKT, UTO HAJIUYME [TATOMeHHBIX MyTaIlUil Ipu-
BOAUT K CaMOIIPOM3BOJIBHOMY IIPEePLIBAHUIO Oepe-
MEHHOCTHU Ha OUeHb PAHHUX CPOKaX.

Hnsa X-cuemyeHHBIX 3a00JIeBAHUIT BO3MOKEH
BapHAaHT OIpeJeJeHuA I[oJia IIJoJa Ha pPaHHeM
cpoke OepemenuHoctu (5—6 Hemenw) mo ero ITHEK,
BBIIEJIEHHON W3 KPOBU MAaTepPH, UTO II03BOJISET
u30ekaTh WHBA3WBHBIX MeTonOB 3abopa [THK B
caydyae OOHapPY:KeHHUA ILIOAA KEHCKOTO IIoJia IIPU
00A3aTeIbHOM MH(MOPMUPOBAHUU POAUTEJEH O BO3-
MOXKHOM HOCUTEJLCTBE MYTAHTHOTO I'eHa Y pebeHKa
[9]. OnpeneneHne HOCUTEIBCTBA IATOTEHHOM MyTa-
IIUY B 3TOM CJIyuae BO3MOKHO ysKe II0CJIe POKIeHU S
IeBOUYKU.

C pasBuUTHEM COBPEMEHHBIX TEeXHOJOTUH u
BaJIUIUBAINY HOBBIX METOHOB CTAHOBUTCS BOZMOIK-
HBIM ollpefeseHue maroreHHoi myranuu B JJHEK
ILJI0/Ia, BBIJEJIEHHON M3 KPOBU MaTepu Ha PaHHUX
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cpokax 6epemenHoctu (5—6 Hemeasn) [9]. B Hacrosa-
111ee BpeMs CTaJI0 PeaJibHOCTHIO IPOBEIeHe TPEM-
IJIAHTAIMOHHON IUAarTHOCTUKY B CEMbAX, B KOTOPBIX
BCTPEUAJINCh "'eHeTUYeCKre 3a00IeBaHU A, BKIIOUAA
MOHOTeHHBIe, K KOTOphkIM oTHocaTcsa IIMIIC [10].
B sToM ciyuae JKeHI[MHA He IOABepraeTcs WHBA-
3UBHBIM IIpoIlleaypaM 3abopa Omomarepuaga mJisd
Boigenenus [JTHK miooma u oTcyTcTByeT HeoOXomu-
MOCTH TAKOW MHBA3WBHOU MPOIEAYPHI, KaK abopT
110 MEAUIIUHCKUM ITOKa3aHUAM.

3akiIoueHue

YuurbsiBas TparunuecKkue cyIab0bl ceMeii, B KOTO-
peix getu c¢ IIUC mpoiiu TAMKeJeHITU# TyTh
JIeUeHUs, MHOTZA C JIETAJIbHBIM UCXOJOM UJIU MHBA-
Jaupusanuei, "HGOPMUPOBaHTE CeEMEH 0 BO3MOMKHO-
CTHU IOSABJIEHUA rapaHTUPOBAHHO 3J0POBOTO IIOTOM-
cTBa mo pesyabrataMm npoBeneHus ITH]I aBigerca
KpaliHe Ba>KHBIM IICUXOJIOTUUECKUM U COIMATbLHBIM
daxropom. B Hacrosamiee Bpema nposenenue ITH]T

BO3MOJXKHO JIUIIb B TEX CeMbAX, B KOTOPBIX NMarHos
IINOC moaTBep:KIeH MOJIEKYJIAPHO-TeHETUUYECKHU.
PazBuTue MeTONOB TeHETHYECKOH IUArHOCTUKU
aeT IIaHC ceMbAM ¢ Henu(depeHIIuPOBaHHBIMU Ha
HACTOAITUN MOMEHT IIEPBUYHBIMU UMMYHOIe(PUITA-
TaMU IJIAHUPOBATDH POKIEHYE 3JOPOBBIX eTel.

Brazodaprocmb: asmopv. cmambvu 6blpaicarom 0aa-
zo0apHocmb 3a compyOHuuecmao koanezam u3 HMHUI]
AT'IT um. Kynakxosa 3a codeiicmeaue 8 npogedenuu 3a60pa
mamepuana naooa.

Ddunancuposanue U KOHLGAUKM UHMepPecos: asmo-
puvl cmamvu nodmeepdunru omcymcmeue (GUHAHCOBOIL
noddepicku uccnedo8anus, 0 KOmMopoii Heo6xo00umo cooo-
wumo.
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