PesynbTatbl MHOrOYUCIEHHbIX WCCER0BAHUI JJEMOHCTPUDYIOT [eTepOreH- \
HOCTb NPUYUH BPOXJAEHHBIX 10POKOB pa3sutusi (BI1P) (renetnyeckme, Xxpomo-
COMHbIE, TEPATOreHHbIE 1 [iP.), XOTS B 3HAYUTENIbLHON YacTy ciy4aes (65-70%)
npupoga BIIP ocTaercsi HeM3BECTHOM W ABIAETCA MyNbTUGHAKTOPHOU. W3-
BECTHO, 4T0 >2-3% Bcex BIIP cBSi3aHO ¢ npuemom IeKapCTBEHHbIX Npenapa-
T08 (/111).

lpnogAaTcs pesynbTaTel COOCTBEHHOr0 WCC/EA0BAHNA M0 OLEHKE BIUAHUSA
nonumopgu3ma resa ABCB1 Ha puck Bo3HnkHoBeHus BIP B poccuiickoit no-
nynayuy 66peMEHHbIX.

KnioyeBble cnosa: BHYTPUYTPOGHbIE MOPOKW Pa3BUTUA, NONMMOPGU3M reHa
ABCB1, thonat-3aBucuMble NOPOKK pa3suTus, onat-He3aBMCUMbIE MOPOKM
pasBuTmS.

[ns untuposanms: Muky3sa T.B., Yunosa P.A., Cokosa E.A. u ap. Puck chopmu-
poBaHMs (hoNaT-3aBMCUMbIX BPOXEHHbIX MOPOKOB Pas3BUTUS Ha (DOHE Mmpe-
KOHLENUNOHHOTO BO3AENCTBIUS NEKAPCTBEHHbIX MPENaparoB: BAUSHWE MOMU-
mopcuama reHa ABCB1. Bpau. 2022; 33 (4): 79-84. https://doi.
0rg/10.29296/25877305-2022-04-12
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Cornacno nIaHHBIM EBporeiickoli ceT Hag3opa 3a BpOX-
neHHbIMUA TopokaMu pa3BuTus (BITP) (EUROCAT),
€XeroaHo B MMpe poxknaarorcs 1,7 MJH neTeil ¢ pasnuu-
HBIMM aHOManusMu pas3BuTus. [lo manusiM BcemupHoit
OpraHu3alMu 3ApaBoOOXpaHeHusI, BO BceM mupe 303 ThIc.
HOBOPOXIEHHBIX €XEeTOMHO YMHUPAIT B TeueHue 4 Hen
rocyie poxkneHus us-3a BITP. B Poccuiickoit Penepannm
yaenbHas yactota BITP B cTpykType MilaneH4eCKOii cMepT-
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HocTu nmocturaet 35—40%, a yacToTa pOXIEHUS IeTeit
¢ BIIP — 4—6%.

PesynbraThl MHOTOUMCIIEHHBIX MCCAENOBAaHUI JEMOH-
CTPUPYIOT reTeporeHHocTh npuuuH BITP (reHeruueckue,
XPOMOCOMHBIE, TEPATOTEHHBIE U JP.), XOTSI B 3HAYNTEIIbHOU
yactu ciydaeB (65—70%) npupona BIIP ocraercss Heus-
BECTHO U SIBJISIETCST MYJIbTU(aKTOPHOMA.

H3BecTHO, uTo >2—3% Beex BIIP cBsizaHo ¢ mpuemMom
JieKapcTBeHHBIX nipermapaToB (JIIT).

WUccnenoBanusa B o06jacTy (hapMaKOreHEeTUKU MpPUoo-
peTaroT OOJbIIOEe 3HAYEHKWE B U3YYEHUM (PAKTOPOB puCKa
HeXeJlaTeIbHBIX peakumii. Ha cerompsmrHuii meHb KIIH-
HUYECKMX UCCAeAOBAaHMI B3aMMOCBI3U MOJIMMOpPGOU3IMa
reHa raukonpotenHa P ¢ puckoM Bo3HMKHOBeHUsT BIIP,
uHaynupoBaHHbix JITT, HemocTaTOYHO. YCTaHOBIEHO, YTO

I'pachuk noceLieHus NaLMEHTOK U MEPONPUATHSA, NPOBOAUMbBIE HA BU3NTAX

The schedule of female patient visits and measures implemented during the latter

Buaurt 1
MeponpuaTtus, npoBoAUMbIE HA BU3UTAX
recraumm)
C60p UCXOAHOI MHhOPMaLMK: Aemorpadmyeckue +
[aHHble, TMHEKON0rMYecKnii, akyLLIepcKnin aHamHes u ap.
[Tony4eHne NMCbMEHHOr0 MHKDOPMUPOBAHHOIO COrnAcKs +
Peructpaumnsa ©T (4 Hea [0 HACTYNeHN 6EPEMEHHOCTN + +
8 Hen 6epeMeHHOCTH)
OueHka nokasarenem XU3HEHHO BAXHbBIX (DYHKLNA: +
Temnepatypa tena, A, 4CC, 404
®usnkanbHoe obcnegoBaHme™ +
K™ +
Status genitalis +
AkyLuepckuin ocmoTp +
VicTopus poaoB (1nu npepbiBaHue 6epeMeHHOCTI +
M0 MEAULMHCKAM NOKa3aHNAM)
KnuHn4eckmni aHanus Kposu +
Broxnmmyeckmnint aHanns Kposu +
06LwniA aHanM3 Moun +
leHeTu4ecKoe TecTupoBaHne™
Martb +
[110A/HOBOPOXAEHHbIN -
Buoxumudeckuit ckpununr (PAPP-A, a-tbeTonpoTenH, +
XOPUOHUYECKMIA TOHAA0TPOMNWH, CBOGOAHbIA acTpron)™
Y3W nnopa, gonnneporpadns COCYA0B NNALEHTbI +
1 NNoAa, CKPUHUHI™
KoHcynbtayms reHetuka™
CoO0TBETCTBIE NALMEHTKN KPUTEPUAM BKIHOHEHUS/HEBKNIOYEHUS +

KapamoTokorpadms ™ -

Mpumeyanme. * — 06beM NPOLEAYP ONpeaenseTcs BpaioM-uccneaosarenem; ®T — hapmakoTepa-
nus; YCC — yacToTa cepagyHbIX CoKpalLeHuit; YJ1 — 4acToTa [bIxaTenbHbIX ABVKEHUA.

Note. * the volume of procedures is determined by an investigating physician.
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(18-21 Hep (30-34 Hep

y MaTepeil eBpoIneicKoro nmpoucxoxiaeHus u3 lepmaHuu,
KoTopsle mpuMeHsun JIIT B IpeKOHIIEIIIMOHHOM IIepHOIe
¥ uMesi reHotunt 3435TT nonumopdusma rs1045642 rena
ABCBI, BO3pacTtan pyucK poXAEHUS JeTell C paculeTUHOMN
ryObl / HEGa 1in 6e3 TAKOBBIX B 6,2 pasa, IpUYEM 3TOT PUCK
yBeamuuBaiics B 19,2 paza y marepeit, KOTOPBIM HE IIPOBO-
JAIAch MperpaBuaapHasi npoduiakTuka ¢hoJreBoi KUCIo-
toit (PK) [1-3].

B uccnenosanuu C. Wang 1 coaBT. MOJTyYeHBI pe3yJib-
TaThl TPOTUBOIOJIOXHOIO XapakTepa, KOTOPbI€ BBISIBUIU
JIOCTOBEPHOE yBEeJIWYEHUE B 3,5 pa3a pucKa POXICHUS
nereit ¢ gepeKToM MeXKeTyTOIKOBOI ITePEeTOPOIKH B I10-
MyJISIUUU KUTaickux aeteit ¢ reHorunom 3435CC/CT, ma-
TepU KOTOPHIX MOJABEPIINCH MEPUKOHIIETTIIMOHHOMY BO3-
IeicTBUI0 DTAMATOB M aTKUI(PEHOJIOB, IO CPABHEHUIO C
netbMu ¢ reHoTun 3435TT. I1pu 3TOM aBTOPHI
MOJYEPKMBAIOT HAJTMUME CHUXKEHUS 3KCIpec-
cuu ABCBI y neteil — Hocurteneid TeHOTU-
moB 3435CC/CT 110 cpaBHEHUIO C TCHOTUIIOM
3435TT [4].

Ilenb vccnenoBaHUs — OLICHUTDH BIIUSHUE
nonmumopdusma rena ABCB 1 Ha prcK BOZHUK-
HoBeHus BIIP B poccuiickoii nmomnynsiuuu 6e-
DEMEHHBbIX.

PaboTta npoBomunace Ha 6a3ze KnuHuku
aKkymepcTBa 1 TuHekojiorun um. B.®M. CHern-
- peBa CeuyeHoBcKkoro YHuBepcuteTa (Mocksa).

B mpocnekTuBHOE MCClieIOBaHUE BOILIA
170 map «MaThb — HOBOPOXICHHEI». B 0OCHOB-
HYIO TPYyMIly BKJIIOUEHBI 87 Tap, B KOTOPBIX
y nereil Habmonanuch BITP. B KoHTposbHY1O0
rpynmy Bouu 83 mapsl 6e3 BIIP y geteil.
KeHIIMHBI MPOXOAWIN MEIULIMHCKOE o0cie-
JIOBaHVeE B TeUeHUE OEpEeMEHHOCTH.

o Hayvayiia ucciaenoBaHUS MPOTOKOJ UC-
+ ciaenoBaHus, ¢opMa HH(POPMUPOBAHHOTO CO-
+ rjacusl ObUIM PacCMOTPEHBI M OIOOPEHBI JIO-

KaJTbHBIM 3TIecKuM KomuteToM (Ne20/20 ot
+ 15.07.2020).

CpenHuii BO3pacT MalMEHTOK OCHOBHOM
rpynnbl coctaBua 29 (22—40) net, KOHTPOJIb-
Hoil rpynmbl — 27 (19—37) netr. HauuvoHanb-
HOCTh OOCJICIOBAaHHBIX JKCHIIWH YCTaHABIIM-
- BaJlacb Ha OCHOBAaHMM YCTHOTO OIIpoca.
+ B npouecce amOyaaTopHoro HaOJIOIeHUS
U TIpU TNOCTYIUICHWM B CTallMOHAp OepeMeH-
HBIM BBIMOJHSIOCHh KIMHUKO-J1abopaTOpHOE
o0ciienoBaHue (B COOTBETCTBUM C MPUKA30M
MunsnpaBa Poccum No5721) (Ta6m. 1).

IIpy HEoOGXOAMMOCTHM M IO MOKa3aHUSIM
Ha3Havyajl [IOIMOJHUTEJbHbIE IUAarHOCTUYE-
CKME€ U WHCTPYMEHTAJIbHO-1ab0paTOpHbIE UC-
CJICIIOBAHUS.

KowmruiekcHoe o0ceqoBaHue 0epeMeHHbBIX
OCHOBHOI TPYIITBI POBOIMJIN TI0 CITELIMATBHO
pa3paboTaHHOW WHAWBUAYAIBHOW perucrpa-

Tabnuua 1

Table 1

Buaut 2

recraumm)

+

+



LIMOHHONM KapTe, B KOTOPYID BHOCWJIM NaHHbIE aHAMHE3A,
aJurleproaHaMHe3, HacJeACTBEHHOCTh, IIEpEHECCHHBIC 3a-
OoJieBaHUS, BpeIHbIE IPUBBIUKM, (DAKTOPHI pYCKa BOZHUK-
HoBeHus1 BITP (nemorpaduyeckue, MaTepuHCKuUe, MIOA0-
MAaTepHHCKHE U Jp.).

VY Bcex MalMeHTOK OLICHUBAIM aKyIIepCKUIA aHaMHe3,
BKJIIOYAIOIIMIA TIpeablaylie O0epeMeHHOCTH, OCOOEHHO-
CTU UX TEYEHUS, OCIOXHEHUS, CIIOCOOBI pOoOpa3pelIeHUs
(Tadm. 2).

BoIsiBIeHO, UTO B OCHOBHOM IpyIine 0epeMeHHbIX 3Ha-
YUMO Yallle HaboJaIuch recTo3, Hepa3BUBaoIasics oepe-
MEHHOCTB U TIpEKIeBPEeMEHHEIC POJIBL.

B HacTosi1yo 6epeMeHHOCTh B OCHOBHOM M KOHTPOJIb-
HOW rpymnmax IMpoBOAWJIOCH U3yUYeHHUE TeYeHUST U UCXOO0B
OepeMEHHOCTH, OILICHEHEI TeUeHUE POIOB, CIIOCOOBI POIIO-
paspelreHusi, a TakXKe IeprHaTaIbHbIe UCXOIBl ¢ KJIMHU-
YeCKON XapaKTepHMCTUKOW HOBOPOXKIEHHBIX (Macca Tela,
POCT, CPOK rectalu, oleHKa 1o mkaue Anrap Ha 1-i u 5-i
MHUHYTaXx).

B ocHOBHOI1 rpyImne manyMeHTOK OLEHUBAINUCh CPOKU
NpeOBIBaHNUS HOBOPOXKICHHBIX B OTACICHUY WHTCHCUBHOMN
TepaInu st HOBOPOKICHHBIX.

Kinmnuyeckuii aHanu3 peructpupyeMsix ciydaes BITP
MPOBOJMJICS HA OCHOBAHUHU OTIMCaHUs (heHOTUIIa OOJIBHOTO
pebeHKa U onmucaTeIbHON XapaKTEPUCTUKU MTOPOKA pa3BU-
tus. s quarHoctuku BITP o onmcaHuto, coaepxaiie-
mycs B usBenieHuu o BITP, B ToM 4ucie Mcnoab30BalucCh
YHU(UIHPOBAHHBIE CTAHIAPTHI KIMHWYECKUX OIMUCAHMUIA,
TpeacTaBieHHbIE B «HCTPpYKIIMSIX TI0 ONMMCAaHUIO (heHO-
TUMWYECKUX TIPOSIBICHUI TP BPOXICHHBIX ITOPOKaX pa3-
BUTHSI», TIOATOTOBJIEHHBIX OTHEJOM HACJIEICTBEHHbIX U
BPOXJIEHHBIX 0oJie3HEe MOCKOBCKOTO HayYHO-UCCIEH0-
BaTeJIbCKOTO0 MHCTUTYTA IEAUATPUM M OETCKON XUPYPIUU
U Kadeapoit MeIUMIIMHCKON reHeTuku Poccuiickoit Menu-
ILIMHCKOM aKaJieMUU HEeNMpepbIBHOTO MPOdEeCCHOHAIBHOIO
00pa3oBaHUsl.

KvBopoxXneHHbIe NeTH M3 OCHOBHOM TPYIIbI C Aua-
rHo3oM BITP no mepeBoga Ha Il aTam BbIXxaxkMBaHUSI Ha-
OJIIONaTCh B OTHCIACHWM peaHWMAllUM W WHTCHCHBHOM
Tepary HOBOPOXKICHHBIX. UM MPOBOAMINCH IMAarHOCTH-
YyecKre U peaHUMallMOHHbIE MEPOIIPUSITHS] B COOTBETCTBUU
¢ mpuka3oM Mun3znpasa Poccun Ne92 1H. OneHnBa M K-
HUYECKUI aHaInM3 KPOBH, KHUCIIOTHO-IIEIOYHOE COCTOSI-
HUe, UcclefoBaach CIIMHHOMO3TOBas KUIKOCTh; IPOBO-
JUIUCh HelpocoHorpadusi, 0030pHasi peHTreHorpadus,
axorpadus, 3aeKTposHIIedaTorpadus, olleHKa COCTOSHUS
OpPTaHOB 3PEHUS, KOHCYJIbTAIlUM HeHpoXupypra, HeBpoIa-
Tojora, odTasbMoiora, Kapauoxupypra, rnemuarpa, JIeT-
CKOTO XUpypra u Jip.

Ha xaxaplii cllyyaii perMcTpupyeMoro poXIeHUs pe-
oecuka c¢ BIIP 3amonHsnoch u3BelleHUE (CTaHOApTHas
¢dopma msBemenus o BITP Ne025-11/y-98, pekomenmye-
mas IIpukazom MunsgpaBa Poccun Ne268 ot 10.09.1998
«O MOHUTOPMHTE BPOXXIEHHBIX TOPOKOB PA3BUTHS Y AETEI» ).

B xome paGoThl ObLIM MCIOJB30BaHBI OOLIEKIMHUYE-
cKkue, J1abopaTOPHO-UHCTPYMEHTAIbHBIE, CHELHUATbHBIE

TR o

MeTonbl ucciaenoBanus (Y3U, nonmiepomMeTpusi, KOMITbIO-
TepHasi ToMorpadusi, MOJEKYISIPHO-TeHETUIECKIE METO-
IIbl).

Kpome Toro, 6611 THIATEIbHO cOOpaH hapMaKoornye-
cKmit aHaMHe3, perucTpupoBanack OT (4 Hen 10 HacTyILIE-
HUS HAcTosIIEe bepeMeHHOCTH + 8 Hen rectanum). Ocoboe
BHUMaHMe yaensiioch npuemy @K, GepeMeHHBbIE cuuTa-
mmch «pecrionaeHTamm» JIIT 1 @K mpu mpreme moOBIX
JIEKapCTB WM JIIOOBIX TabneTok, cogepxkammx 0,4—0,5 mr
®K B BHJIe MOHOTEPAITMY WY MOJMBUTAMUHOB €XETHEBHO
B TTIEPUKOHIEITIIMIOHHOM TIEPHOJIE.

V33U BemmonHsnock mig BeisgBiaeHuss BIIP y mmroga
B paMKax ajropuT™Ma ABYXYPOBHEBOIO IIpEHATAIIbHOIO
ckpuHUHra 6epeMeHHbIx Ha BITP rutona B cpokax 6epemMeH-
Hoctu 10—14, 20—24 u 32—34 Hen. Bee ciyuaun BhISIBIEHUS
9X0-MapKepOB IMaTOJOTUM Y IUIOAA B TEPPUTOPUAIBHBIX
JKEHCKUX KOHCyabTauusix (1-ii ypoBeHb 0OCeIOBaHMS)
YTOUHSUIMCh B LIEJSIX TMOATBEpXKIeHUs1 auarHosa BIIP
B KIIMHUKE aKyIepcTBa U THHeKooruu uM. B.M. CHerupe-
Ba (2-11 ypoBeHb o0cnenoBaHus1). Pesynbratel Y3U pukcu-
pPOBAJIMCh B BUJIE CTAHAAPTHOTO ITPOTOKOJIA, OTPAXKAIOIIIEeTO
IMaTOJIOTMYECKHE HAXOIKH.

[Ipoananu3upoBaHbl BUIBI M CTPYKTypa IMOPOKOB pa3-
BUTUSI Y HOBOpoxaeHHbIX. IIpeobnaganu ¢Qonar-3aBu-
cuMble Topoku: y 17 (19,5%) — MoueBoii cucteMsl, y 16
(18,4%) — cepoeuHo-cocymuctoit cucreMsl, y 9 (10,3%) —
HeHTpasbHOM HepBHOU cucremsl (LIHC), y 18 (20,7%) —
BPOXXJIEHHbIE TTOPOKU JIUIIA U 111eu (Tad. 3).

Tabnuua 2
AKywwepckuii aHamHe3 06cneoBaHHbIX 6epeMeHHbIX; n (%o)
Table 2

The obstetric history of the examined pregnant women; n (%)

Moka3atens rp%:: 7::’;7) KOHT[II-(EJV'I:"(?I=83)
Yucno npegvigyiymx 6epemeHHoCTeN
lMepBo6epemeHHble 27 (31,0 32 (38,6)
[ToBTOPHOGEPEMEHHbIE 50 (57,4) 51 (61,4)
ckyccTBeHHbIe abopTbI 45 (51,7) 47 (53)
Maronorus npegeigyLmx 6epemMeHHOCTeN
lecTo3 32 (36,8) 0
Camonpon3BonbHble abopThbl 3(3,4) 2 (2)
HepassuBarowwasncs 6epeMeHHOCTb 11 (12,6) 0
JKTONUYecKas 6epeMeHHOCTb 0 4 (5)
TeyeHune npeabIAyLLMX POJOB
[pexpespemeHHble 14 (16) 2(2)
CpoyHble 73 (84) 81 (98)
Crioco6bl poLopaspeLleHns npeabiayLymnx 6epeMeHHoCTen

Kecapeso ceyenue 25 (28,7) 9 (10)
AKyLLIEpPCKME LWunLbl 0 2 (2)
Yepes eCTecTBeHHblE POLOBbIE MYTH 62 (71,3) 79 (88)
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TeneTudeckuii aHanu3 ocymiecTBisics otaenom Ilep-
COHAJIM3UPOBAHHON MEIUIIMHBI M KJIMHWYECKO# (papma-
koreHetuku LleHnTpa KiamHu4yeckoit apmakoiaorun OI'bY
«Hay4yHbIll 1IEHTp 2KCMEepTU3bl CPEACTB MEIUIIMHCKOTO
npuMeHeHus» MuH3npasa Poccun.

Js TeHeTUYeCKOro TEeCTUPOBAaHUS Yy OepeMEHHBIX,
BKJIIOYCHHBIX B IPOCHEKTMBHOE KIMHUYECKOE MCCIen0-
BaHUE, TTPOBOAMIICSI OTOOp 00pasiia KPOBU M3 BEHBI B KO-
JIMYECTBE 2 MJI, KOTOPBII ITOMEIIAJICS B IIPOOMPKY C KOH-
cepantoM K, -DJITA. Basatue Guosnornyeckux oOpasiosn
(OYKKaJIBHOTO SMOUTENUS) Y HOBOPOXACHHBIX OCYIIECT-
BIISUICSI C BHYTPEHHEW CTOPOHEBI IIEKU C MCIIOJIb30BaHUEM
CTEpUIILHBIX BaTHBIX MaJlouek. Beinenenune renomuoit JJTHK
OCYIIECTBJISTIOCH IPU TTOMOIIM KOMILIEKTa PeareHTOB JUIS
skcrpakuuu JJHK u3 kimHudyeckoro matepuana «AMILIA-
Ipaitm JHK-cop6-B» (PBYH LHTHUM snuaemuonoruun
PocnorpedHanzopa).

lTeHoTMIIMpPOBaHVE TIPOBOAMIIOCH METOIOM TIOJIMMe-
pa3HOM IIEITHOM peakIUM B PEeXUME pealbHOTO BPEMEHM
¢ TIpUMEHeHHeM Habopa peareHTOB mnpousBoicTBa OO0
«HI1® Cunron», Poccus (kat. NeNP-447-100) Ha aMIuiv-
¢dukarope CFX-96.

Ta6nuua 3
CtpykTypa 1 4actoTta BuaoB BIP y HoBopoxaeHHbIX; n (%)

Table 3
The structure and frequency of types of CMs in newborn infants

OcHosHas rpynna (n=87)

Bun BMP thonat- thonar-
3aB1CUMbIE He3aBUCHMble
LUHC u opraHoB yvyBCTB 9(10,3) -
Bpo>xaeHHbIE MOPOKM NnLA U LLen 18 (20,7) -
CepLeyHo-cocyamcTon CUCTEMbI 16 (18,4) -
[bIxaTenbHom cucTembl - 12 (13,8)
OpraHos nuiieBapeHus - 8(9,2)
KOCTHO-MbILLEYHOI CUCTEMBI - 7 (8,04)
MoueBoit cuctembl 17 (19,5) -
PoxeHunubl, Jetn ¢ BNP PoxxeHuupl
poausLune KOHTPONbHOIA
neteii ¢ BMP rpynnbl

W 3435C

[ 3435T

Puc. 1. ConocTaBneHune 4acToT annenei nonumopcomama 634357
reHa ABCB1 B nccnenyembix rpynnax

Fig. 1. Comparing the allele frequencies of C3435T polymorphism
of the ABCB1 gene in the examined groups
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CraTucTuyeckyro 00pabOTKy pe3yJabTaTOB MPOBO-
IUIA ¢ MoMoIIbio makeTa mporpamMM SPSS Statistics 22.
Hcrnonp3oBaniv mokaszaTenu OMUCATENbHOW CTAaTUCTUKH,
KpuTepun MaHHa—YUTHM U 2. YpOBEeHb 3HAUMMOCTH O
ObLT MPUHAT 3a 5%, 9TO SBJSIETCS OOLICTIPUHATHIM TIPU
MEIMKO-OMOJOTMYeCKUX UCCIeTOBAHUSIX.

PE3YJIbTATbI U ObCYXXAEHUE

W3BecTHO, 4TO BCTpeyaemMocTh amiensa 3435T pas-
JIMYaeTcsl B 3aBUCUMOCTU OT PacOBOU MPUHAMJIEXKHOCTHU:
y adpuKaHIEB €ro 4YacrtoTa, COIJIaCHO pe3yJibTaTaMm,
MONy4YeHHBIM B Xxone peanm3anuu [Ipoekrta «1000 reHo-
MOB» (Www.ensembl.org), coctaBisieT 15%, y HaponoB Boc-
touHoit Asun — 40%, B FOxHoI Azuu — 57%, y eBporieii-
1eB — 52%. B TabJ1. 4 mpuBeneHbl YaCTOTHI BCTPEYAEMOCTH
ajielieii U TeHOTUNOB MonuMmopdusma rsl1045642 renHa
ABCBI B ocHOBHOI1 (Y >XeHIUUH, poauBiiux aeteit ¢ BITP,
W Yy cCaMUX JeTel) M KOHTPOJBHOU (Y XKEHIIWH, POINB-
mmx nereit 6e3 BIIP) rpymmax. YacToTa BCcTpedaeMOCTH
«MUHOpPHOTO» anens 34357 y KeHIIUH, pOAUBIINX AeTei
¢ BIIP, cocraBuna 48%, y >KeHIMH KOHTPOJbHOMN TPYITITbI —
57% (puc. 1).

JaHHBIe pasau4uus He SBISIOTCS TOCTOBEPHBIMU
(p=0,152). Yacrota amnenss 3435T y nereit ¢ BIIP cocra-
Buna 50%. I1ocKoIbKy T€HOTHMITMPOBAHKME MPOBOANIOCH
B Mape «MaTb—peOEeHOK», TPYIIIbl MaTepeil, y KOTOPBIX PO-
nunuck aetu ¢ BITP, u rpynnel geteii ¢ maToJorusiMu cBsi-
3aHbl KPOBHBIM poaCcTBOM. OQHAKO 3TH BBIOOPKU MOTYT
WMETh pa3Indus, BO3HUKAIOIINE KaK BCIICACTBHE CYIIE-
CTBEHHOTO OTILIOBCKOTO BKJIaJia B TeHETUKY (JIMIIb ITOJIOBU-
Ha ajuielieil y JeTeil uMeeT MaTepUHCKOE MPOUCXOXIEHNE),
TakK ¥ U3-3a CEJIEKTUBHOTO MM3aiiHa caMOTO MCCJIEIOBAHMS
(eclu orpeneeHHbIMA FTEHOTUIT MaTepy, pedeHKa WU Mapbl
«MaTb—peOEeHOK» aCCOLIMUPOBaH ¢ BO3HUKHOBeHUeM BIIP,
MBI OXHIAeM «O0OralieHue» HallMX BBIOOPOK MMEHHO
STHM «I1aTOJIOTUIHBIM» TCHOTHUIIOM).

MBI conmocTaBUJIM YaCTOTHI TEHOTUIIOB MOJUMOP(hU3-
Ma rs1045642 rena ABCBI v mpoBepun COOTBETCTBUE
HaOIIOMAIoMMXCsl YacTOT 3akoHy Xapau—BaiiHOepra
(Tabi. 4).

MpbI ycTaHOBWIM, YTO BO BceX 3 rpyIlmax He HaOatona-
€TCST TOCTOBEPHBIX Pa3IMUUil PEaIbHBIX U OXKHMIAEMbIX Ya-
CTOT TEHOTHUIIOB M HAOJIOMAETCS] COOTBETCTBUE pacIipele-
JIEHMST 4acTOT 3aKOoHy Xapau—Baiinoepra. ¥V nereii ¢ BITP
Ha0JTI01aeMble YaCTOThl TEHOTUIIOB aOCOJIIOTHO COBMANAOT
C pacCUMTaHHBIMM Ha OCHOBAaHMHM YypaBHEHHUS Xapau—
Baitn6epra (p=1), Torma Kax y Marepeit, ponuBIINX AeTei
¢ BIIP, u marepeit KOHTPOJbHOW TpyIMIlbl HaOJIOdAETCS
TEHIEHLIMST K BCTPEUYAeMOCTH OOJIbIIEH 0NN TeTepO3UTOT
W MEHbBIIEH HoMM OOOMX TOMO3UTOTHBIX BapHaHTOB
(p=0,658 1 p=0,738 COOTBETCTBEHHO).

Kak 6bl To HU ObLIO, JaHHbIE Pa3IuyUs He SIBISIOTCS
JIOCTOBEPHBIMH, IIPA COITOCTABICHNHA BBIOOPOK METOIOM
¥? ObLIY MOJTyYeHBI ClIeAyIolIe 3HAYEHUS P:

* MaTepu JeTeil C MaTOJOTHSIMU Pa3BUTHUS TIPOTUB MX

coOCTBeHHBIX AeTeit — p=0,748;



* JIETU C MIATOJIOTUSIMU PA3BUTHSI TPOTUB KOHTPOJIBHOM

rpyrmsl — p=0,221;

* MaTepH JIeTeil ¢ MaTOJIOIUSIMU Pa3BUTUS IIPOTUB Oe-

PEMEHHBIX KOHTPOJIbHOU Tpymnsl — p=0,123.

Takum oOpa3oM, y MaTepeit 1 AeTeid OCHOBHOW TPYIIIbI
HaOJII01aeTCs TEHASHIIMS K MEHBIIIEH BCTPeUYaeMOCTH ajlie-
ns 3435T (6onblueit BctpeyaeMocTu aens 3435C), a tak-
Ke 'y camux aetei, ponusiuuxcs ¢ BITP.

Ha puc. 2 mpencraBieHbl pe3yabTaThl pacIpeaeIcHUs
TeHOTUIIOB mosmmMopdusma rs1045642 rena ABCBI B vic-
cleayeMbIX BbIOOpKax. PacmpeneneHue reHOTUIIOB Yy MaTe-
peit, ponuBmmx nereit ¢ BIIP, mocroBepHO He pazmmdaercs
OT 4acTOT B BBIOOpKE MX cOOCTBeHHBIX aeTeit (p=0,532).
Takke HEeT JOCTOBEPHBIX Pa3IMIUid YACTOT TEeHOTHUITOB TIPU
cpaBHeHUHU Matepeit meteir ¢ BITP u 6e3 BIIP (p=0,252)
uny gereii, ponusiuxcs ¢ BITP, mo cpaBHeHU0 ¢ MaTepsiMu
KOHTpoJIbHOM rpymibl (p=0,300).

OnHako MpU COMOCTABICHUM TPYII MaTepeil MOXHO
OTMETUTDH TCHICHIINIO K MEHBIIIE 9acTOTe BCTPEUYaeMOCTH
reHotuna 34357T (20% npotus 29%) n GoJbLIE YaCcTOTE
rerotuna 3435CC (23% nipotus 16%) y KeHILWH, POIVB-
mmx nereii ¢ BITP (p=0,153 st renotuma 343577, p=0,227
1151 reHoTtuna 3435CC).

Tabnuua 4
MpoBsepka cOOTBETCTBUSA YaCTOT reHOTUNOB NonuMopthuama
rs1045642 rena ABCB1 3akony Xappau-Baiinbepra
Table 4
Checking the genotype frequencies of the rs71045642 polymorphism
of the ABCB1 gene according to the Hardy-Weinberg law

YacroTa BCTpEYaeMocTH

Annens/ o Yueno reHotunos )
reHoTHn HOS:::::; r/e:vclxﬁ:ﬁns pacc4uTaHHoe X
XKeHwmHb1, pogunsLuve geten ¢ BIIP (n=87)
3435C 0,52
3435T 0,48 B
3435CC 20 23,5
3435CT 50 43,5 p=0,658
3435TT 17 20,0
Hetn ¢ BIP (n=87)
3435C 0,50
3435T 0,50 -
3435CC 22 21,8
3435CT 43 43,4 p=1
3435TT 22 21,8
KeHLUMHBI KOHTPOSILHON rpynnbl (n=83)
3435C 0,43
3435T 0,57 -
3435CC 13 15,3
3435CT 46 40,7 p=0,738
3435TT 24 27,0

TR o

Mper paznenunu BITP Ha donar-3aBucumele u ¢onar-
He3aBUCHMEIE (CM. Ta0J1. 3), U IpOBepMIIn, HacKoabko BITP
JIAaHHBIX TUIIOB COOTHOCSTCSI C TEHOTUIIOM TOJMMOophu3Ma
rs1045642 rena ABCBI.

OKazajoch, 4TO Y XKECHIIWH, POOUBIINX AeTeH ¢ (pomaT-
3aBUCUMBIMU U ¢osaT-He3aBucuMmbiMu BITP, HaGmogaeTcs
JIOCTOBEPHOE Pa3JINUKe YaCTOT TeHOTHUITOB MOJIMMOphU3Ma
rs1045642 (p=0,036) (tabi. 5).

OpnHako y caMux JeTeil ¢ pojlaT-3aBUCUMBIMU U (hOJIaT-
He3aBUcuMbIMU BITP 4acTOoT reHOTMNOB HOCTOBEPHO HE
pasnuyanuch (p=0,745) (tabu. 6).

Paznmuuust 3akimogannch B OONBINECH 9acTOTE TeTepO-
3urotr 3435CT u B MeHbIeil 4yacToTe roMo3uror 3435CC
U 3435TTy martepeil, poauBILIUX AeTel ¢ (oaT-He3aBUCU-
mbiMu BITP.

3AKJTHO4EHUE

Mpbl He 0OHapyxuau siBHOU accouuanuu BITP ¢ mo-
mumopdusmMom rs1045642 rena ABCBI. Y XeHIIUH, PoO-
nuBlux aereit ¢ BIIP, Habmonanach TeHASHIUS K MEHb-
et Bctpeyaemoctu amienst 34357 v reHotuna 343577,
a Takke K Oosblieit Bctpedaemoctu reHotuna 3435CC.
ODTHU JaHHBIe He TOATBEPXKAAIOT poiu aytenst 34357 B pa3-

PoXXeHuLibl, [etn ¢ BIP PoXXeHuLbl
poaumBLLne KOHTPOJIbHOM
neten ¢ BIP rpynneol

0,16

0,23

W 3435CC [ 3435CT [0 3435TT

Puc. 2. Conoctanexune 4acToT reHoTMNoB nonnmopduama €3435T

reHa ABCB7T B uccneayemblx rpynnax

Fig. 2. Comparing of the genotype frequencies the C3435T polymorphism

of the ABCB1 gene in the examined groups

Tabnuua 5
CpaBHeHue 4acTOT reHoTnoB nonumopcusma rs1045642
reHa ABCB1 y XeHIWuH, poavBLIMX feTed ¢ (honaT-3aBUCHMbIMM
u thonat-He3aBUCHMbIMU BPOXAEHHbIMM aHOManuAMy; n (%)
Table 5
Comparison of the genotype frequencies of ABCB1 rs1045642
polymorphism in women who have given birth babies with folate-
dependent and folate-independent congenital abnormalities; n (%)

XKeHwwuHbl, poausLIMe
netein ¢ gonart-

JKeHwWuHbI, poauBLIKE
nerteii ¢ thonat-

FenoTun 3asucumbimu BIP He3aBucumbimMu BINP pOc)
(n=60) (n=27)

3435CC 17 (28) 3(11)

3435CT 29 (49) 21 (78) p=0,036

3435TT 14 (23) 3(11)
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Tabnuua 6

CpaBHeHHe 4acToT reHoTUNoB nonumopchusma rs1045642

reHa ABCB1 y petei ¢ honaT-3aBUCMMbIMM
u chonat-He3asucumbimu BIP; n (%)
Table 6
Comparison of the genotype frequencies of ABCB1
rs1045642 polymorphism in babies with folate-dependent
and folate-independent congenital abnormalities; n (%)

lletn ¢ chonart- Hetu ¢ chonart-

FeHoTun 3aBucumbimu BIP He3aBucumbimMu BINP p ()
(n=60) (n=27)

3435CC 16 (27) 6 (22)

3435CT 28 (46) 15 (56) p=0,745

3435TT 16 (27) 6 (22)

BUTHH TIaTOJIOTUH, TIPEIJIOKCHHOM HEKOTOPHIMH HCCIIe-
JOBaTeNSIMU [5, 6], 1 MOTYT B HEKOTOPO# CTEIEHU CBUJIE-
TEeILCTBOBATh O BaxKHOCTU ayienst 3435C, npenaoxkeHHOM
C. Wang u coasr. [4].

MBI TakKe YCTaHOBWJIM, YTO Y KCHIIWH, POIMBIINX
neteit ¢ oyar-3aBUCUMMBIMM U (DoJIaT-HE3aBUCUMBI-
mu BITP, HabaomaloTcsl 1OCTOBEpHbIE pa3jvuyus 4acTOT
reHotTunoB mnoaumopbusma rsl1045642 (p=0,036), uro
00yCIIOBJIEHO OOJbIIEil YacToToi rerepo3uror 3435CT
y Martepeii geteii ¢ ¢onar-He3daBucuMbiMu BITP. JlanHoe
OTKPBITHE HYXIAeTCs B IOATBEPXICHUM NATbHEWIITUMU
HWCCICIOBAHUSIMU.

k ok ok
Aemoput 3as6a5r0m 06 omcymcemeuu
KOH@auKma unmepecog, mpebyoue2o
Packpuimus 6 0aHHOI cmambe.

Hccnedosanue ne umeno gpunancosoii noodepicku.
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The results of numerous studies demonstrate the heterogeneity of the causes

of congenital malformations (CMs) (genetic, chromosomal, teratogenic, etc.),
although the nature of CMs remains unknown and is multifactorial in a significant
proportion (65-70%) of cases. At least 2-3% of all CMs are known to be
associated with the use of drugs.

The paper gives the results of the authors’ own study evaluating the impact of
ABCB1 gene polymorphism on the risk of CMs in the Russian population of
pregnant women.
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