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Pesiome

Lleab. AHaAu3 ¢uaoreHemuueckux CcBs3ell U30As-
moB BHY, noayuennblx om pebenka 8 rem u ero BUY-
UH@UUUPOBAHHBIX pogumeAetl, gas NOUCKA BOZMOKHOTO UC-
MOYHUKA UHDUYUPOBAHUSL.

Mamepuaabt u memogsl. B pabome ObiAU UCNOAL30BAHbL
06pa3ubl NAa3Mbl KpOBU 3 nayueHmoB (omeu, mamb u pebe-
HOK) ¢ BUY-ungekyuetl uz Beaukoro HoBropoga, nanpas-
AEHHble gAsl NPOBegeHUs SNUGeMUOAOTUUEeCKOIr0 paccAego-
BQHUSA cAyuas uHguuupoBaHua BUY-1 pebenka u3 HebAa-
ronoAyuHotll cembu. B Hacmosuwem uccaegoBaHUU Mbl Npu-
MEHUAU reHOMUNUPOBAHUE HA OCHOBE NPSIMOTO CEKBEHUPO-
BQHUS Y4ACMKA I'eHa NoAuMepassl (pol) npomssKeHHOCMbIO
1285 nm., kogupyrowero ren npomea3ssl (PR) npomsaxeHHO-
cmbio 465 Hm. u yuacmok rena oOpamHoll mMPaHCKpUNmMasbl
(RT) npomsixennocmnto 820 nm.

Pesyabmamul. I[IpoBegeHHOe uccAegoBaHUE NO3BOAUAO
ugenmuguyupoams Bupyc BUY B kAuHuueckux obpasyax.
Bo Bcex cayuasax 6ba BoisiBAeH BUY-1 cybmuna Al (IDU-A).
IIposegennrill purorenemuueckuli AHAAU3 U30AAMOB, I'ge B
KauecmBe KOHMPOAbHBIX 00PA3U0B UCNOAb30BAAU U30ASMEL
BUY-1, noaryuennble panee u3 Beauxkoro HoBropoga, no3so-
AUAU BblgeAumb CIPYNNUPOBAHHbIE B OMJeAbHBIU KAacmep
06pasubl om Mmamepu, omud u pebenkd, Ymo gaem BO3MOXK-
HOCmMb cgeAamb BbIBOG O BHympucemMeliHoM UHGUUUPOBAHUU
BUY pebenka ogrnum u3 pogumeaetl. Hykreomughasa ugen-
muuHocmb 06PA3UOB, NOAYUEHHbIX OM Mamepu u pebeHKd,
nokasaaa 6oaee BblcoKull npoyenm cxogcmsa — 98,4 %, no

Abstract

Aim. Analysis of phylogenetic relationships of HIV iso-
lates obtained from a child 8 years old and HIV-positive par-
ents to search for a possible source of infection.

Materials and methods. The blood plasma samples of 3
patients (father, mother and child) HIV from Veliky Novgorod
were used. Presented in a group of patients were directed to
conduct epidemiological investigation cases of HIV-1 infec-
tion a child from a dysfunctional family. In the present study
we used genotyping by direct sequencing of the site of the
polymerase gene (pol) length of 1285 nt., The gene encoding
the protease (PR) length of 465 nt. and a portion of the reverse
transcriptase (RT) gene length of 820 nt.

Results. The study allowed the identification of the HIV
virus in clinical samples. HIV-1 subtype Al (IDU-A) was de-
tected in all cases. Phylogenetic analysis of isolates, where
the control samples using HIV-1 isolates obtained previ-
ously from Veliky Novgorod, possible to identify grouped in
a separate cluster sample from the mother, father and child,
which makes it possible to conclude about intrafamily HIV
infected child by one of his parents. The nucleotide iden-
tity of the samples obtained from the mother and the child,
showed a higher percentage of similarity — 98.4 %, compared
with the identity of the samples between the father and the
mother and between father and child (96.2 % and 94.2 %, re-
spectively). Differences natural polymorphisms in protease
and reverse transcriptase genes of the parents and the child
are discussed.
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CPABHEHUIO C UGEeHMUYHOCMbIO 00pA3U0B MEXJy OmuoM U
Mamephlo U MeXXgy omuyoM u pebenkom (96,2 % u 94,2 % co-
omBemcmBeHHO). OBCYyXgaromcs pasauius eCmecmBeHHbIX
NOAUMOP(HBIX BAPUAHMOB B reHAX npomedasbl U 0OpamHot
mpaHcKkpunmaskl y pogumeaeli u pebenka.

3akaroueHnue. B pe3yabmame aHaAu3a ¢puroreHemuuec-
Kux cBsazell uzoasmoB BHY noka3ano, umo ucmouHUKOM
uHguyupoBanusa pebeHKa 8 Aem, POXGEHHOIO U NPOXU-
Barmoujero B COUUAABHO-HeOAQronoAyuHou cemwbe ¢ BHY-
UH@UUUPOBAHHBLIMU POGUMEASMU, SIBASIEMCS ero Mamb.
Ilymp nepegauu uHnpekyuu napeHmMepaAbHbIU, Nocpeg-
CMBOM CAy4alHOU equHOBPEMEHHOU MpaBMbl MamMepu u pe-
OeHKa.

MonekyArsipHO-huroreHemuueckull aHAAU3 C UCNOAb30-
BQHUEM PYMUHHBIX MEMOgOB ONpegeAeHus: pe3ucmeHmHO-
cmu BUY k anmupempoBupycHb5IM npenapamam No3BoAsiem
paccaegoBamb cCAyuau uHpuuyuposanus BUY, onpegeass uc-
MOYHUK 3aPWKeHUsl.

KaroueBsle croBa: BIY, MoAeKyAApHAA 3NUgeMUuOAOrUA,
ren pol, npomeasa, o6pamHas mpaHcKkpunmasd, cybmun,
MOAEKYASIDHO-3NUGEMUOAOTuU1eCKoe pACCAegOBAHUe.

BBepenue

Bupyc wumMmyHOAedunuTra dYenroBeKa Tma 1
(BY-1) ocTaerca TakeAbIM OpeMeHeM AOOaABHOI'O
3APaBOOXPAHEHUSI C MOMEHTA ero OTKPhITUA B 1983 1.
B Poccum snupemust BUY-1 Hauanaach ¢ 3altapHOM da-
CTH CTpaHbl U OBICTPO PACIPOCTPAHUAACH IO BCEU
TeppuTopuu. K HacTosemMy MoMeHTy Poccus siBAsi-
€TCs1 CTPAHOU C OAHMM M3 CaMBIX BBICOKUX YPOBHEN
pacnpocrpaneHHOocTd BI1U-1 3a npepaeramMu Adpuku
[1]. Ha 31 pexabpga 2015 r. 3aperucrpuposaro 1 006
388 uenoBek, nH(pupoBaHHLIX B1Y, 4TO coCTaBAs-
eT oKOoAO 0,7% HacenreHUs cTpaHBL. [Ipu 3TOM mopa-
SKEeHHOCTb cocTaBaseT 541,8 Ha 100 ThIC. HaceareHHd, a
3aboaeBaeMoCTh B 2015 1. cocTtaBuaa 63,6 Ha 100 ThIC.
HaceAeHUs [2]. B mocaepHme TOABL HAOAIOAQETCS TEH-
AEHIINS K YBEAMYEHUIO aKTUBHOI'O YU4aCTHs JKeHIINH
B snmpeMuueckoM npoiiecce [3]. TIpu atom arsg 90%
UH(UIMPOBAHHBIX JKEHINWH I[IOKa3aHa IpobaeMa
pacunpocrpanenus BUUY-undekuu oT MmaTepu K pe-
OeHKy BO BpeMs O€epEeMEeHHOCTU U POAOB, B CBSI3HU C
4yeM OAHOU M3 OCHOBHBIX IIDUUYUH 3a00A€BaHUS AeTel
CTAaHOBUTCHA BHYTpI/IYTpOGHOG 1 MHTPAHATAABHOE MH-
dunuposanue. Y BUIY-uHOUIIMPOBAHHBIX >KEHIINH,
HE IIOAYYAIOUIUX AHTUPETPOBUPYCHYIO Tepaluio
(APBT), wacToTa ntepepauu BUpyca AETSIM COCTaBASET
5—10% B ntepuop recrany, 10 —20% BO BpeMs poAOB
u 5—15% npu BCKapMAUBAHUM TI'PYAHBIM MOAOKOM
COOTBETCTBEHHO [4]. OddeKkTuBHaA NPOPUAAKTAKA
BEepPTHUKAABHOU ITepepaun BMIY oT mMaTepu K pebeHKy
SHAQUYUTEABHO yMEHBIIaeT PUCK I/IHCI)I/IHI/IpOBaHI/Iﬂ —
MO YPOBHS HUXKe 5% CpepUd ceMel, MPAKTUKYIOIIUX
€CTeCTBEHHOEe KOPMAEHHe, U MeHee 2% IIpU UCKYC-
CTBEHHOM KOPMAEHUH [J].

HeOAaronpusaTHBIA COLMAABHBIM CTATyC CTaHO-
BUTCS IPEATIOCBIAKOM He TOABKO AASI HU3KOM IIPUBEP-

Conclusion. The analysis of phylogenetic relationships of
HIV isolates showed that the source of infection of the child
8 years old, born and living in socially disadvantaged fami-
lies with HIV-positive parents, is his mother. Way parenteral
transmission of infection by random simultaneous trauma in
the mother and child.

Molecular phylogenetic analysis using routine methods
for determining the resistance of HIV to antiretroviral drugs
allows to investigate cases of HIV infection, identifying the
source of infection.

Key words: HIV, molecular epidemiology, gene pol, pro-
tease, reverse transcriptase, subtype.

skeHHOCT K APBT M HeBHUMATEABHOTO OTHOIIEHUS
K COOCTBEHHOMY 3A0POBBIO BMY-mHMUIIMPOBaHHBIX
MaTepel, HO U AASI CTOAB K€ HEBHUMATEABHOT'O OTHO-
IIEHNUS K 3A0POBBIO ¥ MEAUIIMHCKOMY OOCAE€AOBAHUIO
A€Tel, 4TO, B CBOIO O4YepeAb, IIPUBOAUT K YBEeANYe-
HHUIO pUCKa MHQUIHpOBaHUI pebeHKa. CocTosgHUe
3A0POBbS POAUTEAEH, @ TAK)Ke UX IIPUBEPKEHHOCTDb K
cnenuUYeCcKOn Tepalluu U NH(HPOPMUPOBAHHOCTE 00
ocobenHocTax BUY-mH@eKIUU OKa3bIBaIOT 3HAUU-
TeABHOE BAUSHME Ha JKM3Hb U pa3BUTHe peOeHKa. Tak,
HaIIpUMep, U3BECTHO, YTO Ha OBLITOBOM YpPOBHE TapT-
HEpPLI-MY’KUYMHBI OKa3bIBAIOT 3HAUYUTEABLHOE BAMSHUE
Ha MCIIOAB30BaHME JKEHIITMHAMY MEANIIMHCKUX YCAYT,
NIPUHATAE KOHCYABTUPOBAHWS W TECTUPOBAHUS Ha
BUY, npuBep>KeHHOCTh K TEPAIIMU CaMOM SKEHIIUHEI
u pebeHKa [6]. OCOOEHHO 3Ty CUTYyAIlUIO yCyryoOAseT
BBICOKAsI PaCIIPOCTPaHEHHOCTh BHYTPUBEHHOM HAPKO-
MaHUU B ceMbax BUY-nHMUIIMPOBAHHBIX AIIUEHTOB.

[TOCKOABKY AOCTUTHYT BEICOKHMH YPOBEHB B IIPEAOT-
BpameHun Inepepaun BMY-1 oT mMaTepu K pebOeHKY
3a cueT OwbIicTporo BBepeHuss APBT [7], Bce OoAbiliee
BHUMaHHE VAEASeTCs WH(MOPMUPOBAHUIO >KEHITUH
0 crmocobax BBIIBAGHUSI U TIPEAOTBPAINEHUS WH-
dunuposanusa BUY-1. Aetu, poskpeHHBIe oT BUY-
UMH(MUOUPOBAHHLIX MaTepel, HaOAIOAQIOTCS B PAliOH-
HBIX IIOAMKAWHHUKAX IO MEeCTy JKUTEABCTBA B OOIIEM
IIOpSIAKE, a TakyKe, COoraacHo mpukazy M3 PO ot
19.12.2003 r. Ne 606, cTaBATCa Ha y4eT C AMArHO30M
«HEeOKOHYATeALHBIN TecT Ha BI1IY» 1 HaOAIOAQIOTCS AO
UCUE3HOBEHMS MaTEPUHCKUX aHTUTeA K BUY, ¢ nepuo-
AWYHOCTEIO 1 pa3 B 3 Mecsilia Ha IEPBOM TOAY KU3HU U
1 pa3 B 6 Mecs1eB A0 18 MecsI1eB JKU3HU AAS ITOCTAHOB-
KU AU OTpUllaHmsa auarHosa « BUH-ungekmusa» [8].

B cBa3u ¢ atMM ocobOoe BHUMaHHE OOpAIAOT
Ha ce0Os CAydYau BBIIBA€HHS HHOEKIUHU B MAAA-
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1meM IIKOABHOM Bo3pacTe (7—13 aAeT) y paHee
BUY-oTpuiiaTeAbHBIX AeTeM, po>XKAeHHBIX oT BUY-
UHQPUITMPOBAHHBIX MaTepeu.

Ileap mccrepoBaHUS — aHAAU3 (PUAOTEHETUYe-
CKUX CBfI3eU N30A4TOB BIY, noAyueHHEBIX OT peOeHKa
8 aner u ero BUY-uH(UIMPOBAHHBIX POAUTEAECH, AN
MOMCKa BO3MOKHOT'O UCTOUYHWKA MH(PUIIMPOBaHUS.

Marepuaabl 1 METOABI

B paboTe OBIAM HMCIIOAB30BAaHBEI OOPA3MBLI MAA3MBI
KpoBM 3 MallMeHTOB (OTell, MaTh U pebeHoK) ¢ BIY-
uHdexknuen n3 Beaukoro HoBropoaa, HanpaBAeHHBIE
HoBropoackum 11eHTpOM o TpoPUAAKTHKE U OOpBHOe
co CITMA u HMEKITMOHHBIMU 3a00A€BaHUSIMU « XEA-
nep» B CeBepo-3anapHBIN OKPY>KHOU IEHTP IO IIPO-
dunrakTuke u 60pude co CTTUA, (C30 Llentp CITHA)
Ha Oasde CaHKT-IleTepOyprckoro Hay4YHO-UCCAEAO-
BATEABCKOTO WHCTUTYTa 3MHUAEMUOAOTHMU M MHKPO-
ouonroruu uMmenu Ilactepa B 2015 1. AAST IPOBEAECHUS
SMUAEMUOAOTHYECKOTO PACCAEAOBAHUS CAydYas WH-
dunuposanusa BIY-1 peGeHKa U3 HeOAATOIIOAYYHOU
CEeMBbH.

B kauecTBe KOHTPOABHBIX 00pa3noB (check
sample) mcnoab3oBaau u3oAaTel BUY-1, moayuen-
Hble paHee HaydHO-MCCAEAOBATEABCKUM WHCTHUTY-
TOM SIIMAEMHUOAOTUHN U MI/IKpOGI/IOAOI‘I/II/I M. HaCTepa
B nnepuop 2014 —2016 rr. u3 HoBropoackoro meHTpa
no npogurakTuke u 60puoOLl co CITUA u nadeknu-
OHHBIMH 3a00AEBAHUSAMU « XEATIEP» AAS TIPOBEACHMUS
aHaam3a ycronuuBocTd BMY K IpPOTHBOBUPYCHBIM
penaparam.

AAs Bcex 00pasiioB IPOBOAUAU IIPEABAPUTEABHOE
KOHIIEHTPUPOBAHNWE BUPYCa YABTPALEHTPUYTUPO-
BaHMWEeM IMAA3MBI KPOBU B TeueHue 1 u npu 24 000 g,
+4C. Briperernune PHK BMY-1 13 kKAUHUYECKOTO Ma-
Tepuana ¥ OOPaTHYIO TPAHCKPUIIITUIO AAST TIOAYUEHUS
kKAHK n1poBOAMAY C BCIIOAB30BAHUEM KOMMEPUYECKUX
HabopoB «PUBO-30A-E» (DEYH LIHMIO, Mockga).
Omnpepenenne cyorunos BMY-1 mpoBopuan Ha OC-
HOBE aHaAM3a HYKAEOTHAHBIX ITOCAEAOBATEABHOCTEH
ydJacTKa reHa IIOAUMEpPA3bl (pol) OpOTSKeHHOCTBIO
1285 ur., KOpAUpPYyIOLIero red nporeassl (PR) mpora-
>KEeHHOCTBIO 465 HT. ¥ y4aCTOK reHa OOpaTHOU TPaHC-
kpunrtassl (RT) nporaxernHocTeio 820 HT. Arg oOpart-
HOU TPAHCKPUIIIUU U aMIAUPUKALINYA UCIIOAB30BAAU
KoMmMepueckue HaGopbl «OT-TILIP-kommaekT-Pro/
Rev» u «ITLIP-kommirekT-Pro/Rev» (DBYH LIHHUND,
MockBa) B Tpex IOBTOPHOCTSX, COTAACHO MHCTPYK-
VY IPOU3BOAVUTEAS.

I[TpOAYKTEI IEPBUYHOM aMIAU(PUKAIIMU U CEKBe-
HUPYIOIIEH peakKIuy OYHIIAAM C IIOMOIIBI0 Habopa
peareHTOB «AMTAU-COpO». AAST KOHTPOAS KauecTBa
OouumieHusa IIPOAYKTOB aMHAI/I(bI/IKaHI/II/I IIPOBOAUA
OLIeHKY B 1,5% arapo3HoMm reae ¢ poo0aBAeHHEM pac-
TBOpa 6pommcroro atupus (0,5 MKr/MAa), BU3yaAu-
3UPOBaAU B YABTPA(PUOAETOBOM CBETE Ha TPAHCUA-

atomuHaTope. Konnenrtpanuio HK aomoaHuUTEABHO
usMepsAmn Ha paroopumerpe Qubit 2.0 o cTaBHpAapT-
HOU MeTOAUKE, PeKOMEeHAOBAHHOM IIPOM3BOAUTEAEM.
OuniileHHBIN PpParMeHT AOCTAaTOUHOM KOHIIeHTPpaIlun
UCIOAB30BAAU AASL TIOCTAHOBKU CEKBEHUPYIOIIUX pe-
AKITUM.

CeKBeHUPYIONIYIO PeaKIINIo IIPOBOAUAN COTAACHO
UHCTPYKIMU K Habopy «AmMnamCenc® HIV-Resist-
Seq» (OPBYH LIHMKMDS, Mocksa). AAsT aHaAm3a TIpo-
AYKTa CEeKBEHUPYVIOUIeN peaKIUuM OYHUIIeHHBIN Oca-
AOK AeHaTypUpOBaAu B (pOopMaMHAe U IIOMeIaAu B
reHeTudyeckuii anaamsatop ABI Prism 3500 (Applied
Biosystems, CIIIA).

OO0OpaboTKa AQHHBIX, IOAYYEHHBIX B XOAE CeKBe-
HUPOBaHMSA (PPAarMEHTOB, M IIOAyUYeHHe KOHCEHCYC-
HOM HYKAEOTHUAHOM IIOCA€AOBATEABHOCTH IIPOBOAWUAU
C ToMoIIbio TporpaMmHoro obecmedenus AEOHA
(OO0 «MepAntul'pynn», Poccusg). IlepBuuHbIN
QHAAN3 TOAYUYEHHBIX KOHCEHCYCHBIX HYKAEOTHUAHBIX
TIOCAEAOBATEABHOCTEN ITPOBOAUAU C MOMOIILIO IIPO-
rpaMmbl NCBI Blast B cpaBHeHUN ¢ HYKACOTUAHBIMU
TIOCAEAOBATEABHOCTSIMH, IIPEACTaBAEHHBIMHM B MeJK-
AyHapoAHoM 6a3e paHHBIX GenBank. BripaBHUBaHTE
HYKAEOTHUAHBIX ITOCAEAOBATEABHOCTEN MPOBOAUAU B
nporpamMmme MEGA Bepcusi 5, UCIOAB3YS aATOPUTM
ClustalW. B cBg3u € TeM, UTO AN UCCAEAYEMOTO peru-
oHa BIMY-1 nokasaHa BBICOKAsi CKOPOCTH 3BOAIOLIUH,
a CKOPOCTH (PUKCAIIUN HYKAEOTHUAHBIX 3aMeH B XOAEe
MOAeKYyAIpHOU aBoAtonu Ipu APBT HepaBHOMeEpHHI,
OILIEHKY 3BOAIOIIMOHHOTO PACCTOSTHUS MEXKAY MOCAe-
AOBATEABHOCTIMH IIPOBOAMAU IO MOAMMDUIIUPOBAH-
HoU (popmyre Tamyphl-Helt, Aasd mocTpoeHus puao-
reHeTU4YeCKUX AePEeBBhEeB U ITIOCAEAYIOIIero (huAoreHe-
TUYECKOI'0 aHaAU3a IpuMeHsAAn aaroputM Neighbor-
joining, IMO3BOAJIONUINYM ONTMMHU3UPOBATh A€PEBbS B
COOTBETCTBUU C KPUTEPUEM «COANaHCUPOBAHHOMN MU-
HUMAaABHOU 3BOAIOITUNY», IIPU OIleHKEe AOCTOBEPHOCTU
pUAOTeHeTUUYeCKUX CBI3eU HMCIIOAB30BaAUu OyTCTpel
(bootstrap) anaams aasg 500 He3aBUCUMBIX MOCTpPOE-
HUM Ka*KAOTO (PUAOTeHEeTHYeCKOoro Apesa [9].

Pe3yabTaTsl 1 00Cy)KAEHUE

[To pe3yabTaTaM 3MUAEMHOAOTHUECKOTO aHaAMHe-
3a: POAUTEAU COCTOSIAY Ha TepBUYHOM yueTe ¢ 2008 T,
OTel] BBIIBAEH IO KOAY oOcaepoBaHuit 112, MaTh 1o
KoAy obcaepoBanutt 109, 120 (mo koHTaKTy), B 2014 —
2015 rr. y oboux popurerel BbIgBAeHBl AT K BI'C,
BHYTPUBEHHOE YIIOTpeOAeHMe HAapKOTUKOB Y MYyK-
upHbl ¢ 2004 ., y >xeHIuHLL ¢ 2008 r. Oba popuTeas
He paboTaoT, My’)KUMHa HEOAHOKPATHO OBIA B MeCTax
AUIIIEeHUS CBOOOABI. AHTUPETPOBUPYCHYIO Tepaluio
He noAydaroT. CoCToAT B rpakpaHCKOM Opake, UMe-
10T Tpex AeTer. CTapiiuii U cpepAHnH pebeHok B VIDA
K AT/AT BUUY oTpuniaTeAbHEL.

K MOMeHTy B3STHS KAMHMYECKUX 00pa3lioB AAS Ha-
CTOSIIEr0 aHaAM3a y OTIa AMArHOCTUPOBaHA KAWHUYE-
ckag kareropus 4B, koamyectBo CD4+ KAaeTOK MeHee
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39% OT HOPMBI, Y MaTepu KAWHWYecKas KaTeropus 3,
KoAandecTBO CD4 + rAeTOK He IpeBbIaro 50% OT HOp-
MBI, Y peOeHKa KAMHNYecKas KaTeropus 2B, KoangecTBo
CD4 + raetok 31% oT HOpMEL BupycHas Harpyska, KOTo-
past, Kak U3BECTHO, CTPOTO KOPPEAUPYET C KOAMYECTBOM
TIPOAYKTUBHO MH(MUIIMPOBAHHBIX KAETOK U MOJKET CAY-
SKUTH OAHUM M3 TIOKa3aTeAel ImporpeccupoBatust BITY-
UHPEKINH, CoCcTaBuAA 4, 1x10° Ko/ MA y oT11g, 4,3x103
KOTIM#/MA y MaTepH, 2,7x10° komuit/MA y pebeHKa.

OueBUAHO  HIpeHeOpe)KUTeAbHOe  OTHOIIeHHe
K COOCTBEHHOMY 3A0POBBIO: My KUMHA TPUKABI HAUU-
HaAa APBT 1 Ka>KABIN pa3 IpephiBaA TEPANUIO CITYCTS
2 —3 Hepean. JKenmuna ¢ 2008 mo 2015 r. Ha mpuem
Bpaua MHQEKIIMOHUCTAa He SBASIAACh M Tepaluio He
IIOAYYaAa, BCTaAa Ha yueT II0 OepeMeHHOCTU B 26 He-
Aenb. [IpoBepeHa TpoHUAAKTHKA BEPTUKAABHOTO ITYTH
3apakeHusi BUUY matepu ¢ 26 HepeAb, B poAax U pe-
OeHKy B poppoMe. [1pu posKAeHUHU OIleHKa MO IIKane
Arnirap 7/8 6aAnOB, COCTOSTHUE CPEAHEM TSKeCTU, OT-
€UHBIM CHMHAPOM, IIMaHOTUYHOCTH KOXKH, AWCTOHUI.
Beinucan ¢ DS: «BYW. lunepOuaupyouHemMusi. ABy-
CTOPOHHSS ITHeBMOHUS. [lepuHaTaAbHOE IOpaskeHue
LIHC cwMmerranHOTO TeHe3a. 3apepsKKa BHYTPUYTPOO-
HOTO pa3BUTHA». BcKapMAMBaHME WCKYCCTBEHHOE.
Ha mepBoM ropy >KU3HU AMArHOCTHPOBaHA 3ajAepsKKa
ncuxoMoTopHoro pasButus. C 2008 . — depmeHTO-
naTHs, IeAraKus, IOAUTUIIOBUTAMMHO3, aHEMUS, AUC-
Tpocusa no Tuiy runorpoduu. [lo mepuHaTarbHOMY
KOHTaKTy pebOeHOK mocTaBAeH Ha ydeT 06.08.2008 r.,
MaThb Yy MH(EKIIMOHUCTa, IepAraTpa C pebeHKOM He
HabAtoparack. C 2008 mo 2010 r. AOKyMeHTalus Ha
pebenka otcyrcTByeT. 06.02.2010T. pebeHOK 006-
caepoBan: MMDA(-) 03.11.2010T., MB(-) 03.11.2010r.,
IMLIP x BUY (-) 03.11.2010 r. — cHAT c y4eTa IO Ile-
puHaTaABHOMY KOHTaKTy 26.11.2010 . MDA BUY (-)
oT 24.01.2013r., oT 24.01.2014 r. Ha nepBUYHOM yuUe-
Te o B-23 ¢ 12.11.2015., Ha AMCHAHCEPHOM yueTe
c 16.11.2015 r. Ob6caepOBaH AAST CTAITMOHAPHOTO Aede-
HUS B ICUXUATPUUYECKOM DOABHUIIE (AT OPOPMAEHUS
UHBAAVMAHOCTH).

[TpoBepeHHOE MCCAEAOBaHME ITIO3BOAUAO MAEHTH-
dunuposath Bupyc BUUY B kKAMHNYeCKUX oOpasiiax,
OTHIPAaBAEHHBIX Ha 3KCHepTusdy. AAd BceX oOpasloB
ObIAa TTOAYUYEHa HYKAEOTHUAHAS ITOCAEAOBATEABHOCTH
MCKOMOT'O peruoHa YAOBAETBOPUTEABHOT'O KauecTBa,
NIPUTOAHASI AAS AAAbHeWIero aHaamusa. AAS ompe-
AEAeHUsT (PUAOTEHeTHUYeCKUX CBI3el OBIA IIPOBEAEH
pUAOTeHeTUYEeCKUN aHaAUu3 M30AITOB, IMOAYUYEHHBIX
OT HAIfUeHTOB, OTHOCUTEABHO KOTOPHIX IIPOBOAUAOCH
paccaepOBaHMe, U OT KOHTPOABHEIX 00pa3ioB (check
sample), HOAyYeHHBIX paHee HaydHo-uccAaepOBa-
TEeABCKUM UHCTUTYTOM 3IUAEMUOAOTUU M MUKPOOUO-
aorum uM. Ilactepa u3 HoOBropoackoro IieHTpa IO
npogurakTuke u 60opsde co CITUA 1 uHPEKINOoH-
HBIMU 3a00AeBaHUSIMU « Xeatnep». Pe3yabraThl uao-
TeHeTUYeCKOro aHaaM3a ¢ IpUMeHeHueM aATOpUTMa
Neighbor-joining npeacTaBAeHEBI Ha PUCYHKE.

Puc. Aenpporpamma, XapakTepusyolast
drroTeHeTHYeCKHe OTHOIIeHNs N30ATOB BITY-1,
BBIAEAEHHBIX Ha Tepputopun HoBropoapckot obractu

B 2014 —2016 rT. BeipeneHa ceMbsl, OTHOCUTEABHO KOTOPOU
IIPOBOAWAM @HAAU3

I[lpm aHaAu3e pe3yAbTAaTOB MOYKHO BBIAEAUTH
CTPYHIIMPOBAHHBIE B OTAEABHBIM KAacTep oOpasIibl,
IIOAYYEeHHBIe OT MaTepH, OTHa U peOeHKa, YTO YKa3bl-
BaeT Ha TeCHBIe POACTBEHHBIE CBA3U U30ASITOB BUPY-
Ca, BHIAGAEHHOTO U3 KAMHUYECKOTO MaTepuara dTUX
MaIlleHTOB, MeJKAY coOo. Ha pucyHKe 3TOT KAacTep
00BepeH CIAOITHOM AMHUEeN. OcTaAbHbIE IIpoaHa-
AM3UPOBaHHBIe U30A4THL BMY-1 KaacTepusdyroTcsa B
OTAEABHBIE OT BBIIIEONNCAHHBIX OOPA3IoB TPYIIIH.
OTO IIO3BOAIET AOCTOBEPHO YTBEP>KAQTh, UTO MEKAY
BBIIIEONIMCAHHON T'PYINNON U I'PYNNON KOHTPOAS OT-
CYTCTBYeT TeCHas (PpUAOTeHeTUuYecKas CBI3b, YTO AQeT
BO3MOJKHOCTB CAEAATh BEIBOA O BHYTPHCEMENHOM UH-
durmpoBanuu BUUY pebeHKa OAHUM 13 POAUTEAEH.

[MpuMeHeHNEe MOAEKYAIPHO-OMOAOTHUECKUX Me-
TOAOB AAS PACCAEAOBAHUS CAy4YaeB NHPUITUPOBAHUSA
OCAO>KHSIETCS TEM, YTO aHAAM3 M30ASITOB TPOBOAUTCS
B OTHOCUTEABHO TOMOT'€HHOM I'PYIIIe C HeN3BEeCTHLIM
IPOME>KYTKOM BPeMeHU MeXKAY 3apa’keHueM U Bpe-
MeHeM MPOBEAEHUST aHaAM3a, a TakyKe C BO3MOKHOC-
ThIO MHO’KECTBEHHOTO B3aUMHOTO WHMUIIUPOBAHUS
Me>XKAY POAUTEASIMU KaK AO, TaK U IIOCAe CAyYas 3a-
paskeHUs peOeHKa, B TO BpeM4 KakK 3BOAIOINS BUpyca
3@BHUCHUT B TOM YUCAE OT MHAMBUAYAABHBIX OCOOEHHO-
CTeM X0349UHa U OT cTapnu 3aboaeBanus [10].

ITpu anaamse 001Iasd HYKACOTHUAHAS NUACHTUYHOCTD
B ceMbe cocTaBuAa 96,1%=*2,3%, opHaAKO 0OpasIlhbl,
IIOAYYEeHHBIe OT MaTepu M peOeHKa, ITIoKa3zaAu Doaee
BBICOKHWM MIPOIEHT CXOACTBa — 98,4%, B TO BpeMst Kak
NIPOLIEHT HYKAEOTHAHON HMAEHTHUYHOCTH MEXXAY OT-
1IOM M MaTepbio cocTaBUuA 96,2%, a Me>KAy OTIIOM U pe-
O0enkoM — 94,2% cooTBeTcTBEeHHO. TakuM 00pa3oM,
MaThb, OTell U pebeHOK 3apa’keHbl n3oasgTom BMY-1,
ITPOUCXOASIINUM M3 OAHOTO MCTOUHMKA, TIPU 3TOM pe-
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O0eHOK OBIA UHPUITUPOBAH MaTEePhIO, UTO ITOATBEP K-
AAeTCs BBICOKOU TOMOAOTHEN HYKAEOTUAHBIX IIOCAE-
AoBaTeabHOCTeNM BUY-1, mOAy4YeHHBIX B pe3yAbTaTe
aHaAM3a U3 KAMHMYEeCKOTO MaTepraia NaljieHTOoB.

BUY-1 B 06crep0BaHHOU ceMbe TMTPUHAAAEKUT K
cyoruny Al BapuauT IDU-A, HanboAee pacmpocTpa-
HeHHOMY B Poccuiickoit @epepanmu. Hu B opHOM M3
00pasIoB He OBIAU BBIIBAEHBI MyTAllUU A€KapCTBEH-
HOM YCTOMYUBOCTH, OAHAKO ITOKa3aH psip MOAMMOPd-
HBIX BAapMaHTOB B IPOaHAAM3MPOBAHHBIX perroHax
TeHOB IIPOTea3bl M OOpaTHOM TPAHCKPHUNTA3bl, KakK
CXOAHBIX y Bcex 4yaeHOB cembu (PR: M36I, R41K,
H69K, L89M, I93L; RT: V35T, T39K, S68G, K122E,
K173L, Q207A, R211S, E248D), Tak ¥ OTAUYAIOIINX-
csi. OcoOOeHHO UHTEPECHO IPU 3TOM OTMETUTh, 4TO Y
pebeHKa OBIAM BBISIBA€HBI BapUAHTHI POAUTEABCKUX
MyTaluM, HallpuMep, Y MaTepu 1 OTlla B reHe IpoTea-
36l IpUcyTcTByeT MyTanusa K14R, kotopas y pebeHKa
TpaHcopmupoBarach B BapuaHT K14KR, uAu moan-
MopdHBIN BapuaHT y oTiia G16A, y matepu G16E, ay
pebenka G16EG. I'lpu aToM y pebeHKa He BHIIBACHBI
HOBBIE, IO CPABHEHUIO C POAUTEABCKUMU, MyTalluu
uzongara BUY-1, opHako nmokasaHa yTeps IMOAUMOpPd-
HBIX BapHaHTOB. Tak, He OblAA BHISIBA€HA MyTalludg,
IpeACTaBA€HHAs B reHe 0OpaTHOM TPAHCKPUIITA3bl y
otnia B BapuaHTe Q174KR, y maTtepu Q174KQR.

YcTaHOBAEHO, CO CAOB MaTepH, YTO UHPHUITUPOBaA-
HUEe MOTAO Tpou3ouTu AeToM 2015 1., Korpa peOeHOoK,
KaTasiCh Ha POAUKOBBIX KOHBKAX, IOAYYUA TPaBMY
OCTpBIM IIpepaMeToM. [1pu mapeHUN pebeHKY TAYOOKO
TIOA HOTOTB ITOTIaA OCKOAOK CTEKAQ, CePhe3HO TPaBMU-
POBaB MaAel] (CAeAbl TPaBMEI B BUAE ITpaMa y pebeH-
Ka 3a(pmKCHUpOBaHbl BpayoM IIpu ocMoTpe). Bo Bpemsa
TIOIBITKY BBITAIIUTH CTEKAO M3 paHbl IPU OKa3aHUU
noMoiy pebeHKy MaTh Tak’Ke TpaBMHpOBaAach. Ta-
KMM 00pa3oM, BePOITHO, OBIA AOCTATOUHO IIPOAOAKHU-
TeAbHBIM KOHTAKT paHeBOM IIOBEPXHOCTU pebeHKa C
BUPYCCOAEepsKallle KPOBbIO MH(PUIIUPOBAHHOU Ma-
Tepu. OpHaKo pebeHOK He ObIA AOCTaBAE€H Ha MpueM
K UH(MEKINOHUCTY AASI DKCTPEHHON NPOMUAAKTUKU
BUY-unduiiupoBaHus.

[ToayueHHBIE A@HHBIE aHaMHe3a IIOATBEPIKAQIOT
Pe3yAbTaThl MOAEKYASIPHO-(PUAOTEHETUUYECKOTr0 aHa-
AM3Q, @ TakK’Ke CBUAETEABCTBYIOT O HU3KOM IIpUBEp-
SKeHHOCTHU He TOABKO K APBT, HO 1 K 00CA€AOBaHUIO
3AOPOBBS B IIEAOM AUIL C HU3KUM COIIMAABHBIM CTaTy-
COM.

3aKAYeHue

B pesyabTaTe aHaAmM3a (PUAOT€HETHYECKUX CBS-
3er u3onraTos BMY mokasaHo, 4TO MCTOYHUKOM WH-
dunmposanus pebeHKa 8 AeT, POXKAEHHOTO U IIPO-
KMBAIOIEro B COIIMAAbHO HeOAATOIOAYYHOU ceMbe C
BUY-nHQUIIMPOBAHHBEIMU POAUTEASIMHU, IBASIETCS €r0
Marhk. [lyTh mepepaun MHMEKIUNU NapeHTePaAbHBIN,
IIOCPEACTBOM CAYYaWHOU €AMHOBPEMEHHOU TPaBMbI
MaTepHu U peOeHKa.

MoaAeKkyAapHO-(DUAOTeHEeTUUeCKUN aHaAu3 C HC-
TIOAB30BaHUEM PYTUHHBIX METOAOB OIIPEAEAEHUS pe-
3ucTeHTHOCTU BIIY K aHTUPETPOBUPYCHBIM IIpenapa-
TaM IIO3BOASIET PACCAEAOBATH CAyYau MHMUIMPOBa-
Hug BNY, onipepends NCTOYHUK 3apakKeHnd.
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