CE0PHUK MATEPWAJIOB

POCCHICKAA HAYYHO-MPAKTUYECKAA KOH®EPEHLNA
C MEXAYHAPOHbIM YYACTHUEM
(HA CTbIKE HAYKM 1 KJTMHWYECKOA MPAKTUKM — 20231

30-31MAA 2023 rOf1A

BANIMAALWNA PE3YNTATOB HEUHBASWBHOI 0 NPEHATA/bHOr 0 CKPUHUHTA

bapkos Unvs IOpvesuy, borvuwakosa Anna Cepeeesna, Tpogumos /[mumpuii FOpvesuy

OI'bY «HMUIL AI'Tl um. B.M. KynakoBa» Munsapasa Poccun. 117997, Mocksa, yi. Akagemuka Onapusa, 1. 4

E-mail: i_barkov@oparina4.ru

KJHKOYEBBIE CJIOBA: HewnBa3uBHBIN mpeHatanbHblii ckpuauHr,; HUIIC; HUIIT; NGS;

HYaCTUYHBIC AaHCYIIJIOUANH,
TPpUCOMHHN; aAMHUOLCHTC3.

CyOMHKPOCKOIINYECKHE TEPECTPONKU;

peakue ayToCOMHBIC

BBENEHUE

HeunBa3uBHbBIM NpeHATAIbHBI  CKPUHUHT
(HUIIC, HUIIT) — »TO METON CKpUHHMHTA aHEY-
IUTIOUMM, OCHOBAHHBIM HAa aHaJIM3€ BHEKJIETOY-
voit JIHK mioma B xpoBu Marepu. MwuH3npas
Poccun, a Taxxke MHOrHMe TpodeccHOHATbHBIE
accouuanuy Bpauell (AMEpPHKaHCKHHA KOJUICIK
aKyIIepoB U I'MHEKOJIOroB, AMEpUKAHCKUI KO-
JeIK MEAULUHCKONH TeHEeTHKH U reHoMuku, O6-
IIECTBO MEAUIIMHBI MaTEPH U TUIOJIA) PEKOMEH/IY-
oT HUIIC B cBs3U € €ro BICOKOH YyBCTBUTENb-
HOCTBI0O M CHEMU(UYHOCTHIO [JIsl BBISBICHUS
YacTBIX AaHEYIUIOWIUN (TPHUCOMHUH XPOMOCOM
21, 18, 13). IlomTHOTEHOMHBIN MOAXOI C TIPUMeE-
HeareM NGS 103BOJSET MPOBECTH HCCIEAOBA-
HUE 10 BCEM XpOMOcOMaMm, B TOM 4YHCIIE JaeT
BO3MO)KHOCTb BBISIBJISITh YacCTHUYHbIE aHEYIIo-
nann. OTaenbHble 1abopaTopuu YKas3bIBalOT Ha
HCIIOJIb30BAHME TAaKOI'O IMOAXOAA s CKPUHUH-
ra CyOMHUKpPOCKOIUYECKUX IepecTpoek. OmaHaKo
[[IBapTL ¥ COABT. B CBOEM HUCCJICAOBAHUU IMOKA-
3a]M, YTO MOATBEPKIAAITCS TOJAbKO 9,2% mu-
KPOACICITUH/MIKPOIYTUTMKAIIMK TIPH  TIPOBEC-
HAY WHBA3WBHOW MWArHOCTHKHU (aMHHUOIICHTE3a
Y XOpUOHOHMOTICHH). DTH TaHHBIE COTJIACYIOTCS C
OTIBITOM Halel JiabopaTopuu. Mbl J€MOHCTPH-
pyeM cilydail BBICOKOTO pHCKa MHUKPOIYIUIHKA-
LMK KOPOTKOTO Ijieda XxpoMocoMbl 20 (pernoH
20p12.2-p11.21) no nanusiMm HUIIC, npoBenen-
HOoro mo MOCKOBCKOI IporpamMme TOPOACKOTO
3npaBooxpaHenus. [Ipu npoBeneHun Monexkyssp-

Horo kapuotunuposanus Ha JJHK-mukpomarpu-
ax 1o aMHHOTHYECKOM JKUIKOCTH HNaTOT€HHBIX
MHKPOJEICIIUN U MHUKPOIYIUTMKAMA He OOHa-
pyxeHo. B manpHeiiem 0epeMeHHOCTb U POIBI
npoTekanu 6e3 ocodbenHocreil. Karamues peben-
Ka B Bo3pacTe 6 MecsleB MoKazajl HOPMaJbHOE
ero (u3MYecKkoe M TCHXOMOTOPHOE pa3BHUTHE.
Taxoke B IByX HalIMX HAOMIOACHUSX MO JaHHBIM
YABTPa3BYKOBOTO uccienoBanus Bo 11 Tpumectpe
OEpEeMEHHOCTH Y IUIOI0B ObLT YCTaHOBJICH IUa-
THO3 BPOXKJICHHOI'O MOpOKa CepAlla — TeTpaabl
®amno. Ilpu nposenennn HUIIC («pacmmpen-
Has TIaHeIb») B OMHOW M3 KOMMEPUECKHX J1ado-
paropuii . MOCKBBI YCTAHOBJIEH HU3KHH PHUCK
Tpucomui 21, 18, 13, aHeymmowawii MOJOBBIX
XPOMOCOM M HYaCThIX MUKPOJEIEIIUOHHBIX CHH-
JIpoMoB. OJIHaKO y HOBOPOXIECHHBIX B CBSI3U C
0COOCHHOCTSIMH (DEHOTUIIA MTPOBEACHO MOJIEKY-
nsipHoe kapuotunupoBanue Ha JIHK-mukpoma-
TpPHUIAaX, BBIABICHA MATOICHHAs MUKPOIENICIUs
Ha JJIMHHOM IUIeYe XPOMOCOMBI 22, COOTBET-
cTBytomas cunapomy duJlxopmxu.

Jpyroil Ba)KHbIA acCleKT, KOTOPBIA XOTe-
J0ch OBl 3aTPOHYTh, — 3TO HPEANOYTHUTEIb-
HOE€ HCIIOJIb30BAaHUE AMHUOTHYECKON KUAKOCTH
JUTSL BaJHUJALNN TIOJOXXKHUTEIBHBIX PE3yJabTaToB
HUIIC, ocobeHHO B ciiydae PEIKUX ayTOCOM-
HbIX TpucoMui. Ilocnennue B OGOJBIIMHCTBE
HaAOIIONCHUH BCTPEYArOTCI B MO3au4yHOH Qop-
Me M OrpaHUYEHBI IJIAIICHTOM, CJIeJOBaTENIbHO,
BO3MOXEH OJarompHsTHbIM HCXOA Ui TUIOAA.
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B crnenyromiem KIMHUYECKOM MIpUMEpE MalueHT-
Ka o0paruiaach Ha KOHCYJIBTAIUIO C PE3YJIBTATOM
XOPHOHOHUOIICHH, TPOBEICHHON B CTOPOHHEH J1a-
OopaTtopuu B CBS3U C BBICOKUM PHUCKOM IT0 KOM-
OmHMpoBaHHOMY CKpuHHHTY | Tpmmecrtpa. Ka-
puotutn 1ona: 47,XX,+mar, To €CTh BBISIBICHO
Hanmnure A00aBOYHON MapKEpHOU XPOMOCOMBI.
ITo nanuem HUTIC, mpoBeaeHHOTO 1O KEJTaHUTO
alMUCHTKH, BBISBIICH BBICOKHH PUCK TpHUCOMHUUN
mno xpomocome 16 y mmona. Ilpu ymapTpasByko-
BOM HCCJIEIOBaHUM B 16 Henmenb IIIOA COOTBET-
CTBOBAJI CPOKY IECTAllMU, aHOMAaJUWi Pa3BUTHUSA
BBISIBIICHO He Obu10. lluTOreHeTmueckoe mccie-
JIOBaHME aMHUOIINTOB M MOJICKYIIIPHOE KApPUOTHU-
nupoBanue Ha JIHK-mukpomaTpuuax mokazanu
HOpMallbHBIE pe3yabTarhl. JleBouka poamiach B
CpPOK ¢ Maccoit MeHee 3-To mepueHTmiIs. IIpo-

BEJICH MOJIEKYJIIPHO-IIUTOT€HETUYECKUI aHaINn3
KJIeToK mianeHTsl MetonoMm FISH, oOnapyskena
Tpucomus o xpomocome 16 B 100% wuccieno-
BaHHBIX KJeTOoK. KatamHe3 peOeHka B BO3pacTe
9 Mecs1eB MOKa3ajl HOpMaJlbHOE (PU3MUECKOE U
IICUXOMOTOPHOE pa3BUTHE.

SAKMHYEHUE

XoTenoch Obl OTMETHTh, YTO HEOOXOOUMBEI
JlaJbHENIINE UCCIIENOBAaHUS IS OIIPECIICHUS Me-
cra HUIIC B ckpuHMHTE CYOMHUKPOCKOTIMYECKHX
MEPeCTPOeK, PEIKUX AyTOCOMHBIX TpHcoMmuil. B
CJTy4ae BBISBICHUS MOCIEAHUX U OTCYTCTBHH aHO-
MaJIMi pa3BUTHS y IJIOZA 1O TaHHBIM YIBTpa3By-
KOBOTO HCCJIEOBaHMS MBI pEKOMEHIyeM BBIKHIA-
TENBHYIO TAKTHKY 10 CPOKa aMHHOLICHTE3A.
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CEKBEHWPOBAHME TEHOMA Y NNAP C BECMNIOAUEM
W NPUBbIYHBIM HEBbIHALLIMBAHWEM BEPEMEHHOCTH

Kannanosa Maouna Tamepnanosna', I'arakmuonosa Anexcanopa Muxatinosnd,
Jopowyx Hamanwes Anexcanoposua!, [lomanos Anexcanop Anopeesuy’,
Cazaiioax Onecs Braoumuposna', bapanosa Enena Eseenvesna’ ?,

benenuxun Makcum Cepeeesuy!

OO0 «3Boren». 115191, 1. Mocksa, 4-it Pomuackwuii mpoesn, 1. 20, ctp. 5
2 Poccuiickasi MEIUIIIHCKAsT aKaIeMHsI HEITPEPBIBHOTO PO ecCHoHabHOro oopasoBanust Munsapasa Poccuu.

125993, r. MockBa, yi. bappukannas, n. 2/1, ctp. 1

E-mail: kaplanova@evogenlab.ru

KJIIOUEBBIE CJIOBA: Oecnioaue HEICHOTO TI'eHE3a;

MMPUBBIYHOEC HCBbIHAIIMBAHUC

6CpeMeHHOCTI/I; TF€HETUYECKUC BaApPUAHTHI; IOJJTHOTCHOMHOE CEKBEHHPOBAHUE, CCKBECHUPOBAHUEC

o CaHrepy.

BBE[IEHUE

Oxono 10-15% cynpyxkeckux mnap CTajKu-
BAalOTCS C JUArHO30M «OecIioane», KOTOpOMY B
PaBHOM CTEeNeHH MOTYT CIIOCOOCTBOBATh KaK JKeH-
CKHe, Tak U My>kckue gaxropsl [1]. ¥ 10% u3 Hux
Ipu4rHa OeCIUIONMs OCTAaeTCsl HEeIUarHoCTHPO-
BaHHOH. [Ipu sToM mpumepHo y 1-5% cympyxe-
CKHUX TIap C YCTAaHOBJIEHHBIM JHAarHO30M «OecCIuio-
JIe» Ha CaMOM JIeJie BBISBIISIETCS IPUBBIYHOE HE-
BBIHAIIIMBAHUE HA PAHHUX CPOKax OEPEMEHHOCTH,
YTO SBJISETCS PACIPOCTPAHEHHBIM aKyLIEPCKUM
OCJIOXKHEHUEM, TNPHUBOAALIMM K 3HAYUTEIBHOMY
9KOHOMHYECKOMY U MCHXOJOIMYeCKOMY OpeMeHH
JUISl CEMBH M CHCTEMBI 37jpaBooxpaHeHus. M3sect-
HbIC NPUYMHBl HEBBIHALIMBAHHUA OEPEMEHHOCTH
BKJIIOYAIOT ayTOUMMYHHBIE, S3HIOKPUHHbIE (paKTo-
PBI, BpOXKICHHBIC U IPHOOPETEHHBIC 3a00ICBAHIS
OpPraHoB KEHCKOM penpoIyKTUBHONW CUCTEMBI, I'e-
HeTrueckue (akropsl, onHako 6ojee 50% ciyda-
€B TPUBBIYHOTO HEBBIHAIIMBAHUS OEpPEeMEHHOCTH
OCTalOTCsl HEBEepUPHULMPOBaHHBIMU. Bkian rexe-
THUYECKUX MPUYUH OCCIUIOANS W MPUBBIYHOTO HE-
BBIHAIIMBAHUSI OEPEMEHHOCTH U3Y4eH HE IOJHO-
cTblo. [eHeTHUeckne NMPUYMHBI MOTYT BKIIIOYATh
KaKk XpOMOCOMHBIC, TaK M TCHHbIC HApYyIICHHUS.
[TomHorenomuoe uccienoBanue (WGS) momoraer
YCTaHOBUTb PaHEE HEHU3BECTHbIC IPUYUHBI Oec-
IUIOAMS ¥ IPUBBIYHOTO HEBBIHAILIMBAHUS OepeMeH-
HOCTH U ABJsieTca 3PPEKTUBHBIM METOJIOM OIpe-
JIeJIeHUs] TEHeTUYECKUX BapHAHTOB, SBIISIOIINXCS
BEPOSTHOM NPUYMHONW PENPOAYKTUBHBIX IOTEPb.
WGS — yHuBepcanbHbIf 1 0ObEKTUBHBINH METON
TECTUPOBAHUS, KOTOPBIA cTaj Ooiee IOCTYIHBIM
KaK B paMKax Hay4YHBIX IIPOEKTOB, TaK U C TOYKU
3peHUs] KIMHUYECKON NPaKTHKHU, 33 CUET CHIKE-

HUSL CTOUMOCTU CEKBCHHUPOBAHUSA HOBOI'O ITOKOJIC-
HHA B IOCJICAHUE I'OJbI.

LESIb UCCNENOBAHMA

IIpoBecTH CEKBEHHMpOBAaHWE TIEHOMa y Map
C AMarHo3oM «Oecmiogue» U «IIPUBBIYHOE He-
BbIHALIMBaHUE OEPEMEHHOCTH» C LIEJIbI0 ITOMCKa
IFE€HETUYECKUX BApUAHTOB, SBJISAIOIIUXCS BEPOAT-
HBIMH TIPUYUHAMU PETNPOTYKTUBHBIX MOTEPD.

MATEPWAJIbI U METO/IbI

[TonroToBka K CEKBEHHUPOBAHUIO U IOJHOIE-
HOMHOE CEKBEHHPOBaHHE MPOBE/ICHBI Ha TUIaTdop-
max DNBseq-G400 u DNBseq-T7 (MGI, Kurait)
¢ ucnonms3oBanueM I1L[P-free mporokoma, PE150,
B COOTBETCTBUHU C MPOTOKOJAMHU MTPOU3BOJIUTEIIS.
[TomyuenHbIe TaHHBIC CEKBEHUPOBAHUS ObLTH OMO-
uH(popMaTHUeCKH 00paboTaHbl M MHTEPIPETUPO-
BaHbI cnenuaiucraMu. HaliieHHbIe B X0Jle Ucciie-
JIOBaHMS TCHETUYECKUE BAPUAHTHI BAIUIUPOBAHBI
METOZIOM CEeKBeHHpOBaHUs 110 CaHTepy.

PE3Y/IbTATbI UCCNEMIO0BAHNA

[IpoBeneHO TOTHOTEHOMHOE CEKBEHHPOBA-
Hue 146 06pa3oB OMOJOTHYECKOTO Mareprasa
cynpyroB u3 73 cymnpyxeckux map. Ilo pesyib-
taram uccinenoBanus 21 (14,4%) obpasma Guo-
JIOTHYECKOTO MaTepHuaia CynpyroB yCTaHOBJE-
HO 28 TEHEeTHMYECKHX BapUAHTOB, SBISIOIIMXCS
BEPOSTHBIMU MPUYNHAMHU PEMPOAYKTUBHBIX IO~
Teph, U3 HUX:

* 6 (21,4%) maToreHHBIX;

* 3 (10,7%) BEepOsITHO MAaTOTEHHBIX;
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* 12 (42,9%) c HEW3BECTHOW KIMHUYECKOU

3HaYNMOCTbIO;

* 7 (25%) CTpyKTYpHBIX F€HETUYECCKUX BapH-

AHTOB.

Cpenu 73 MyX4uH U3 CEMEHUHBIX Iap ¢ Jua-
THO30M «0€CIIJIOANE» WU «IIPUBBIYHOE HEBBIHA-
muBanue 6epemennoct» y 12 (16,4%) BoisaBie-
HBI BAPUAHTbI, ACCOLIMUPOBAHHBIC C HAPYIICHUEM
criepMaroreHesa.

Cpenu 73 >KeHIIMH U3 CEMEHHBIX map ¢ Jaua-
THO30M «0€CTIIOANE» HIIN «IIPUBBIYHOE HEBBIHA-
muBaHue 6epemeHHoct» y 13 (17,8%) BoisBie-
HBl BapHaHTHI, SBJSIOMINECS BEPOSTHBIMU IIPH-
YUHAMHU PENPOSYKTUBHBIX MOTEPb.

Taxkum o6pa3om, cpeau ceMelHBIX map ¢ aua-
HO30M «0€CIIJIOANE» WU «IIPUBBIYHOE HEBBIHA-
muBaHue 6epemenHoct» y 12 (16,4%) myx4anx
n 13 (17,8%) >keHITUH BBISIBICHBI BAPUAHTHI, SB-
JIAIOUIMECS BEPOSATHOM NPUYMHOM PErpOIyKTHUB-
HBIX TIOTEPb.

SAKNHOYEHHNE

B pesynbraTe 00pabOTKM M MHTEpIPETAINT
JNaHHBIX [OJHOMEHOMHOTO CEKBEHUPOBAHUA
OBUTH BBISIBICHBI M KJIACCU(PUIIMPOBAHBI ITATO-
TeHHbIE, BEPOATHO NAaTOT€HHbIE BAapHUAHTHI U
BapUaHTbhl C HEU3BECTHOW KIMHHUYECKOW 3Ha-
YUMOCTBIO, KOTOPBIE MOTYT CTaTh OCHOBOM IJIs
YCTAHOBJICHUSI IPUUUHBI PEIPOTYKTUBHBIX HE-
ya4d v onpeneneHus najbHelenld TaAKTUKY TPy
MJIAHUPOBAHUK OEPEMEHHOCTH (UCIIOIb30BaAHUE
BCIIOMOTaTEJIbHBIX PENPOAYKTUBHBIX TEXHOJO-
TUH [IPU KEJIaHUH POAUTENCH).

BJTATOJIAPHOCTH

Pabora BeITONTHEHA 32 cUeT cyOcuauii u3 O61om-
xkera I. MockBel Ne 01-04-593 ot 10.11.2021,
Ne 01-04-731 ot 21.12.2022.

UNIVERSITY THERAPEUTIC JOURNAL

VOLUMES N3 2023

ISSN 2713-1912



CE0PHUK MATEPHANOB

161

OLIEHKA HEPOMPOTEKTOPHbIX CBOACTB hYMAPATA HATPUA
INVIVG B YCNOBUAX TUNOKCHK U NPU XUPYPTNYECKOM NEYEHWA PAKA NOYKH

Ilonos Cepeeit Banepvesuy!, J[ynaes Anopeii Banepvesuy?,

I'ycetinoe Pycnan I'ycetinosuy®?, Bunokypoe Anopeii IOpvesuy?’,

Ionos [lanuun IOpvesuy?’, [lomanosa Enena Braoumuposuda’,

JKepebyos Escenuii Anopeesuy’, Cusax Koncmanmun Braoumuposuy’?,
Iepenenuya Bumanuii Braoumuposuy!, Bynenxoe Huxonati Cepeeesuu’ >,

Caoosnurxosa Anacmacus Bumanvesna'

'CII6 TBY3 «Knunuveckas 6onpauna Cesiruresst Jlykuy. 194044, r. Cauxrt-IlerepOypr, yiu. Uyryunas, 1. 46
2@I'BOY BO «OproBckuii rocynapctBennbiit yuusepeuteT uM. U.C. TypreHesay.

302026, r. Opemn, yn. Komcomonbckas, 1. 95

3 ®I'BOY BO «Cankr-IleTepOyprekuii rocy1apCTBEHHbBIH YHUBEPCUTETY.

199034, r. Canxr-IletepOypr, YHuBepcuteTckas Hao., 1. 7/9

*®OI'BY «HUU rpunma umenu A.A. CmopoauniieBa» Munsapasa Poccun.

197022, r. Canxkr-IletepOypr, yi. [Ipodeccopa ITomosa, a. 15/17

S@®I'BOY BO «Ilepsorit Cankt-IleTepOyprekuii rocy1apCTBEHHbBIH MEIUIIMHCKUN YHUBEPCUTET
nmenu akan. VLIT. [TaBnosay. 197022, r. Cankr-IlerepOypr, yi. JIeBa Tonctoro, 1. 6—8

E-mail: rusfa@yandex.ru

KJHKOYEBBIE CJIOBA: pak mouk#; TEIJIOBAS UIIEMUsI TIOUKH; HEDPOTIPOTEKITHSI.

BBEJEHUE

ComracHO KIMHMYECKMM PEKOMEHJAlUsIM
Poccuiickoit u EBponeiickoii accolmauuii yposo-
rOB, B HACTOsIIIee BpeMs BEAYILIUM CIIOCOO0M Jie-
YEeHHS JIOKAIU30BAaHHBIX (POPM MOYCYHO-KIETOU-
noro paka (IIKP) craguu T1-2 sBnsiercs opra-
HOCOXpaHsIoLas onepanus — pe3eKuns MOYKH.
B xone BMemarenbCcTBa Haiie BCero He0OX0AnuMO
MePeKUMAaTh MOYCUHBIE COCYBI C CO3JaHHEM Te-
IUIOBOM MIIEMUH [TOYKHU, YTO MOXKET IPUBOAUTH K
CHUHIPOMY HIIEMHH — penepdy3uu.

LIENb NCCNENOBAHUA

Wzydenue HEPPONPOTEKTOPHBIX CBOMCTB y-
Mapara HaTpusi B KJICTOYHOW JTMHUM TTOYEYHOTO
SMUTENHS B YCIOBUSIX THIIOKCUH U TIPU XUPYPrH-
YECKOM JICUCHUH PaKa MOYKH.

MATEPWAIIbI U METO[IbI

s MomenmupoBaHUS TUIIOKCHH TIPUMEHSITH
XHMHUYECKOE CBSA3bIBaHME Kuciopoaa 5 MM nu-
THOHUTA B KJIeTOUHOH KyapType MDCK 6e3 1 ¢
noOapieHueM (hymapaTa HaTpusi, a TAKKE PEeru-
CTPUPOBATH TPOUCXOIANINEC H3MCHECHHUS JbIXa-
TENbHOU IIEMU B TECUCHUE MEPUO/Ia BPEMEHH, CO-
MOCTaBUMOTO C MPOJIOJKUTEIBHOCTBIO TEIIOBOU
UIIEMHUH NOYKU. KOHTPOJIh anonToTuyeckon ru-
0eIn KIETOK KyJIbTYPhI OCYIIECTBISIIN C UCTIOIb-

3oBaHneM okpammBaHus Hoechst 33342. Kmm-
HUYECKOMY HCCIICIOBAaHNIO Obla IOJBEPrHYTa
4acTh MAlUeHTOB, KoTopas ¢ Mapra 2014 mo des-
panb 2023 1. HaxoIMIIach Ha CTAllMOHAPHOM Jiede-
Huu B Kinnanueckoit 6onbHune Ceatutens Jlyku
o ooy IIKP B cranuu T1-2. [Ipoananuzupo-
BaHbI PE3yIbTATHI JieueHus 314 manueHToB B BO3-
pacte ot 49 no 77 net. C yueToM BpeMEHH TEILIO0-
Bo# umremuu (15 mun, 15-30 mun 1 30—45 MuH)
¥ MEAMKaMEHTO3HOIO COMPOBOXKJICHHS (BOIHBIM
15% pactBop Harpus (ymapara, pypocemun u
MaHHUTON) c(hOpMHUPOBAHO 5 Tpymnn OONBHBIX, Y
KOTOPBIX OLICHUBAJIM COIEPKAHHUE B CHIBOPOTKE
KpOBH M Moue peHaibHOTO Omomapkepa NGAL,
nucratrnna C, KIM-1, L-FABP, kpearununa.
IIpn ananu3e QUHAMUKHU I0Ka3aTesleil CTaTUCTH-
YEeCKH 3HAYMMBIMH CUMTATH M3MEHEHHS C YPOB-
HeM jaoctoBepHOocTH p <0,05. Craructudeckyro
00paboTKy HaHHBIX TMPOBOIWIN B IPOrpamMme
Prism 8.2 (GraphPad Inc., CIIIA).

PE3YIITATDI

Ha Monmenu TMIIOKCMM KIIETOK YCTaHOBIICHA
BBICOKAsl aHTUTHUITOKCHYECKas M ITUTOIPOTEKTOP-
Hasl aKTUBHOCTH (ymapara Harpusa. Boccranas-
JuBasch Ha KomIuiekce II gpIxarenpbHOM Iienu
MUTOXOHIIpUH, (hyMapaT BBICTYIaeT B KauecTBE
AKLIENTOpa NIEKTPOHOB BMECTO KHUCIOPOAA U IO-
3BOJIsIeT oOecreunBarh paboTy Kak KomIuiekca I,
tak 1 F1-FO-AT®-cunrassl. B npucyrcreun ¢y-
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Mapara HaTpus HaOIIoJaeTcsl INIaBHOE CHIKCHHUE
MHUTOXOHJPUAIILHOTO TOTEHLIMANA, KOTOPOE He
MIPUBOIUT K (paTalbHBIM ITOCIEACTBUSM H aIo-
TITO3Y, CBS3aHHBIMU C MIEPEXOJIOM Komruiekca V B
WHBEPCHBIN PEXHM U, CIEJI0BATEIIHLHO, PACX0/I0Ba-
HUEM aJieHO3uHTpHudochara. B kImHUIeCKuX yc-
JIOBHSAX Y BCEX MAIMEHTOB, HE3aBUCHUMO OT COCTa-
Ba MEIMKAaMEHTO3HOTO COMIPOBOK/ICHUSI, B TIEPBbIC
24-72 4 mocne JamapoCKOMAYECKON pe3eKINH
MOYKH HaOJroIascsl MMKOOOpa3HbIi «B3JIEeT» 3HA-
YeHU BceX MoKaszareliell (3a MCKITIOYeHHEM Kpea-
THHWHA). 3aTeM cliefjoBajia perpeccus OHoXumMuyie-
CKHMX CIIBHIOB, CTPEMUTEIbHAS B HaYaJle Iporecca
Y 3aMeJIeHHAasA, PaCcTAHYTas B 3aBEpINAIOIIEM Tie-
puone. BbIpakeHHOCTh HapyIIeHWH HaXOAWJIach
B MpPSIMOM 3aBUCMMOCTH OT BPEMEHH TEIJIOBOM
WIIEMUH TIOYKM M COCTaBa (papMakoIOrHdecKoi
3ammThl. Hammyuinee kagyecTBo HEQpPOMIPOTEKINU
MOJTYYSHO TIPU MCTIOIBb30BAHUH (pyMapara HaTpHsl.
Hanpumep, uepe3 24 4 mocne 30-45-MuHyTHOM
TEMJIOBOM HMIIEMHUH MOYKH ypoBeHb S-NGAL ObLt
HIDKEe ToKaszarens Ha (oHe AeHCcTBHSA MaHHHTO-
na u gypocemuna Ha 67 u 45% COOTBETCTBEHHO.

[TomyuyeHHble pe3ynbTaThl MOKa3ald KakK MPSIMYIO
LUTONPOTEKTOPHYIO in Vitro, Tak U HEPPOIPOTEK-
TOPHYIO aKTUBHOCTb (pymMapaTa HaTpusl in vivo.

BbIBO/IbI

Amnanmmn3 aBToaroopeciueHnnu (hIaBUHMOHO-
HYKJICOTH/]A, KOTOPBIH SIBISIETCSI KOPEPMEHTOM
komiuiekca Il npIxaTenbHON Lenu, MOITBEPKAAET
TOT (axT, 4To QymMapar HaTpHs BBICTYMaeT Kak
3¢ (deKTUBHBIN aKLENTOp JIEKTPOHOB, YTO B YC-
JIOBHSX TMIIOKCHH MOXKET 00€CIIEUUTh €ro CyIle-
CTBEHHOE 3alMTHOE JeiicTBue. PesynsraTsl Ono-
XUMHYECKOT0 HCCIEAOBaHUs MAlUEHTOB, Iepe-
HECIIHX JIANapOCKONMMYECKYI PE3EKLUUI0 MOYKU
U 15-45-MUHYTHYIO TEIJIOBYIO HUIIEMHIO MOYKU
Ha ¢oHE NelcTBUSA (ymapara HATPHsI, CBHJIE-
TEIbCTBYIOT O BEICOKOW HE(PPOIPOTESKTOPHOM aK-
TUBHOCTH (pymapara HaTpus, 1eJIeCO00Pa3HOCTH
Y OIpPaBJaHHOCTH €ro MPUMEHEHHs MPU BMella-
TEIbCTBAX, I7l€ HE0OX0AMMa TETIOBas UIIeMHUS.

HccnenoBanne BBITIOTHEHO MPH MOANEPIKKE
PH® B pamxax npoekra Ne 21-15-00325.
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WCC/NEIOBAHWE TAXECTH OCTPOT 0 NOBPEXAEHWA NOYEK C MPUMEHEHUEM BUOMAPKEPOB

Ilonos Cepeeit Banepwvesuu!, I'ycetinos Pycaan I'yceinosuy’ ?, Cusax Koncmanmun
Braoumuposuu® 3, Ilepenenuya Bumanuii Braoumuposuy!, Bynenxoe Hukonaii Cepeeesuu’ ?,
Jlenseuna Tamovana Anexcanoposna', Cadoenuxosa Anacmacus Bumanvesna'

'CII6 TBY3 «Knunuueckast 6onpauia Cesrurens Jlykny. 194044, r. Cauxr-IlerepOypr, yi. Uyryuuasi, i. 46
2 ®I'bBOY BO «Cankr-IletepOyprekuii rocyiapetBenHbiil yausepeuret». 199034, . Cankr-IletepOypr,

YHuBepcuteTckas Hao., 1. 7/9

*®I'BY «HUU rpunna umenn A.A. CmopoanHiesay Munzapasa Poccun. 197022, 1. Cankt-IletepOypr,

yi. IIpodeccopa ITomnosa, 1. 15/17

*®@I'BOY BO «Ilepsbiii Cankr-IleTepOyprekuii rocy1apcTBEHHbIN METHIIMHCKUAN YHUBEPCUTET
nmenu akana. VLIT. [TaBnosay. 197022, r. Cankr-IletepOypr, yi. JIeBa Tonctoro, 1. 6—8

E-mail: rusfa@yandex.ru

KJHKOYEBBIE CJIOBA: ocTpoe moBpexaeHNE MOYeK; OMOMapKepHhI.

BBENEHUE

CymecTByIOT pa3inyHbIE METOJBI, TIO3BOJISIO-
€ OLIEHUTH (DYHKITUIO TIOYEK U UX MOBPEKICHNE
IIpY pa3InYHbIX 3a0oseBanusaX. [IpoBoanMele B Ha-
CTOsIIIIee BpeMsI CCIIE0BaHNs IOMOTal0T ompesie-
JIUTh MECTO MapKepOB JUIsl JUArHOCTUKH OCTPOTO
nospexaenus: noyek (OIIIl) mHTpaonepaunoHHO
WIN K€ B PaHHEM IOCIJICONEPAIIMOHHOM TEepHOoJie
OONIBLHBIM TOCIIE XUPYPIUYECKOH TPABMBI TOUYKH.

LIENb NCCNEMOBAHUA

OueHuTh COCTOSHUE TOYEYHOM MApeHXUMBI BO
BpeMs1 MIIIEMUH TTOYKH ¢ IPUMEHEHHEM OHOMapKepOB.

MATEPWATbI U METOAIbI

[lepexxaTne MOYEUHBIX COCYIOB HpU Hed-
poHcOeperarommx BMEIIATeNbCTBAX YaCTO SBIISECT-
Cs1 HEOTHhEMJIEMOI YacThIO ONEPALIUH, YTO, B CBOIO
o4epelib, BHI3BIBACT TEIUIOBYIO HIIEMHIO, KOTOPAs
3aIyCKaeT KackaJl NaToJIOTHYECKUX CBUIOB, B Pe-
3yJbTaTe KOTOPBIX PAa3BUBAETCS THIIOKCHYECKH-Pe-
OKCUI'CHAIMOHHAsl HecnennpuuecKas ajbTepaus
KJIETOK ITOYEYHOH TKAHH C TApreTHHIM IOPasKeHU-
€M SIUTEIHSI IPOKCUMAIIbHBIX CETMEHTOB KaHaJb-
ueB Hedpona. Vimemuyeckoe NOBpexIeHUE Hed-
POLIUTOB SBJISIETCS] MATOJOIMYECKUM IPOLIECCOM,
3aKJIIOYAIOLIMMCST B PAa3BUTHU NATOJIOTHUECKUX U
3aIIUTHO-IIPUCTIOCOOUTENIBHBIX PEaKLUii, KOTOpbIE
MPOSIBIISIIOTCS. KaK KOMIUIEKC METabOJIMYeCKHX,
(DYHKIMOHAJIBHBIX U MOP(OJIIOTHYECKUX HapyIlie-
Hui. OOILEH3BECTHO, YTO TKECTh MOPAKCHUS
peanbHOM TKaHM MOCJe TEeMJIOBOH MILEMUH 3aBH-
CHUT OT JUIMTEeNbHOCTU oOeckpoBnuBanusi. Coenu-
HEHMS1, OLICHKA YPOBHSI KOTOPBIX B MOYE€ M KPOBHU
MPOTHOCTHUYECKH M JUArHOCTHYECKH IO3BOJIIOT
OLIEHUTH TSKECTh HAPYIICHUH (DYHKIIUI TOYSUHOM
TKaHM, MOJIYYMWIN OOLICTIPUHATOE UMS: MapKepbl
OCTPOTO MOBPEXKICHHS TOYEK.

B Hactosiiee BpeMsi ()yHKIIMOHAIBHOE COCTO-
STHAE pEHATBHON TKAaHW ONpPENENSIeTCsS Ha OCHO-
BaHUU KOJIMYECTBEHHON OMOXMMHMUYECKOH OLIEHKH
KpeaTWHUHAa U MOYEBWHBI Tu1a3Mbl KpoBu. K co-
JKaJICHUIO, TAHHBIEC TECTHI HE 00Jaal0T JOCTATOU-
HOW CIeNU(UIHOCTBIO JUISI OTIPEJICIICHUS TSKECTH
UIIIEMHYECKUX HApYLICHUH, a Takke HEeCOCTOs-
TCJbHBI JIs1 OICHKHU OCTpOFO HOBpe)KZIeHI/IH ITOYCK.
JImsg TMHAMWYECKOM OIICHKW HIOAHCOB TEUCHMS
TucQyHKIME — KITyOOYKOBO-KaHAJIbIIEBOWCHCTE-
MBI pa3paboTaHbl HOBBIE METOABI OIICHKH OoJjee
IIMPOKOTO CHEKTpa OHOMapKepoB, KOTOPHIE JAIOT
Oonpiie wHGOPMAIMKA W TIO3BOJISIFOT TUHAMUYHO
OIIGHUBATh CHENNU(UKY pPa3BUTHs KITyOOYKOBO-Ka-
HaJbleBol mucyHkimu. llocnennue sBisIOT-
Csl BBICOKOCTICUM(UYHBIMH U YYBCTBUTEIHHBIMU
UACHTU(PUKATOPAMH [TOYSYHOTO ITOBPEHKICHHUSL.

PE3YNIbTATDI

BaxxupiM HampaBiieHHEM 1a00paTOpHOM ama-
THOCTUKH TIOBPSKICHUH SBISICTCS KadeCTBCHHAS
1 KOJIMUYECTBEHHAsI OIlCHKa OMOMapKEpOB OCTPOTO
MOBPEeXKACHUST 1oYkK. [Ipu pa3BuUTHH (YHKIHO-
HAJIBHOIN HECOCTOSITETFHOCTH ITIOMEPYIISIPHO-TYOY-
JIIPHOTO armapara MOYKH 00 3TOM CBUICTEILCTBY-
IOT COOTBETCTBYIOIINE M3MEHEHUSI KOHIICHTPAIU
KkpearunuHa, ucraruna-C, NJI-18, KIM-1, nurmo-
KaJnHa-2, OCITKOB, CBSA3BIBAIOIINX JKUPHBIE KHCIIO-
ThI, 8 TakXke (epMeHTOB N-alleTHII-TIIFOKO3aMUHH-
Jla3bl, TIOTATHOH-S-TpaHCc(epasbl, [IIyTaMHII-
TpaHCHEeNTUAA3bl, JAKTAT-I1EIUIPOr€HA3bI.

BbIBO/IbI

AHanm3 onpeneneHus KaueCTBEHHBIX M KOJH-
YECTBEHHBIX M3MEHEHHH MapKepOB 3HAYUTEIHHO
paciupsieT KapTUHY STHOJIOIMU U MaTOreHe3a Ha-
PYIIEHUH, TOBBIIIAET Ka4€CTBO MTPOTHO3UPOBAHMA,
TI03BOJISIET O0JIEE TOUHO OLIEHUTh CTETEeHb TAKECTH
paccTpoiCTB, 4TO CMOXKET 00ecIeYrnBaTh CBOEBpE-
MEHHYIO KOPPEKTHPOBKY JICYEOHBIX MEPOTIPUSATHH.
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MOKASATEJIM NPOCTATWYECKOT 0 CNELIUPUYECKOT0 AHTUTEHA
B IMATHOCTWKE AZLEHOKAPLIMHOMbI NPECTATENbHON XENE3bI

Ilonos Cepeeit Banepvesuy!, I'ycetinos Pycaan INyceiinosuuy’ 2,
Cusax Koncmanmun Braoumuposuy® 3, Ilepenenuya Bumanuit Braoumuposuy’,
bynenxoe Huxonaii Cepeeesuu®?, Jlenseuna Tamovsana Anexcanoposuna

'CII6 TBY3 «Knunnveckas 6onpauna Cesiruresst Jlykuy. 194044, r. Cauxrt-IlerepOypr, yi. Uyryunas, 1. 46
2 ®I'BOY BO «Cankr-TletepOyprekuii rocymapctBennsiii yuusepeutet». 199034, . Cauxr-IlerepOypr,

Yausepcurerckas Hao., 1. 7/9

S@OI'BY «HUU rpunmna umenu A.A. Cmopoaunnesay Munzapasa Poccun. 197022, r. Cauxr-ITerepOypr,

yi1. [Ipodeccopa [omosa, a. 15/17

*@I'BOY BO «Ilepsorit Cankt-IleTepOyprekuii rocy1apCTBEHHbBIH MEUIIMHCKUN YHUBEPCUTET
nmenu akan. VLIT. [TaBnosay. 197022, r. Cankr-IlerepOypr, yai. JIeBa Tonctoro, 1. 6—8

E-mail: rusfa@yandex.ru

KJIFOUEBBIE CJIOBA: pak mpeacTaTelbHON Keye3bl, MPOCTAaTUYECKUN CrienupuaecKuii

AHTHUTCH.

BBE[IEHUE

Ha nanHoe Bpemsi OCHOBHBIM IOKa3aHHEM
JUTSL BEITIOJTHEHUST OMOTICUH TIPEICTAaTeIhHON JKe-
JIe3bl SBIAETCS HEOJHOKPAaTHOE MOBBINICHUE B
CBIBOPOTKE KPOBH YPOBHS 0OIIEro mpocrarude-
ckoro crnenuduueckoro antureHa (IICA). beps
BO BHHMaHHE HHU3KYI0 OHKOCIEHH(DUIHOCTH
[ICA, cymecTByeT pUCK BBIIIOJIHEHHUS HEOIpPaB-
JAHHBIX OWOICHI TMPEACTATeIbHON JKEIe3bl C
BO3MOXHBIM PSIIOM OCJHOXKHeHui. OnpenencHue
JIOTIOTHUTEIILHBIX T0Ka3areiaeii — CBOOOMHOMN
¢paxuu TICA, -2npolICA, a Takxe pacyeT UH-
nexcos D TICA, PHI, f/t IICA — moBBIIIAIOT JUa-
rHoctuyeckyto neHHocts [ICA-tecTupoBanus.

ro ypoBHs [ICA u 36 Ouornicuit — Ha OCHOBaHUU
pacmupennoro [ICA-tectupoBanus. [IpoBenena
OLICHKA YaCTOThI BBISBISIEMOCTH 3JI0KAUECTBEH-
HBIX U JIOOpPOKAa4eCTBEHHBIX H3MEHEHUH TMpe.-
CTaTeJIbHOH Kelle3bl.

PE3YIIbTATDI

IIpn mepBuUYHON OWOIICHHU, BBITOJIHEHHON B
CBSA3M C MOBBIIICHUEM B CHIBOPOTKE KPOBH ypPOB-
Hs1 oburero [ICA, 350kauecTBEHHOE TIEpPEepOXK/Ie-
HUE TKaHW IPOCTAThl BBISBIEHO B 38% cityyaes.
VYposens obmero [ICA B cbIBOpoTKE KpOBH Ba-
peupyet ot 4,3 no 10,2 ur/mn 6onee yem B 53%
CIIy4aeB.

LIENb NCCNENOBAHUA

BbIBO/IbI

Omnpenenuts ypoBHu obmero I[ICA cpiBo-
POTKHM KpPOBHU, CTCIICHbL COOTBETCTBUA MCKAY
pe3ynbsraramu omnpenenenust yposus I1ICA B me-
pudepuvecKoii KPOBH U BBISBISIEMOCTBIO 3J10Ka-
YECTBEHHBIX M JIOOPOKAUYECCTBCHHBIX U3MEHEHUN
MIPOCTATHI IPH €€ TICPBUYHOIN OHOIICHU.

MATEPWAIIbI U METO[IbI

IIpoananu3upoBano 83 IEPBUYHBIX OHOTICHIA-
HBIX nccienoBadus. M3 aux 47 OMOIICHIA BBIIIOJ-
HCHO HAa OCHOBAHUU ITOBBIIIICHUS CLIBOpOTOT-IHO-

[Mnotrocts TICA mpu mMopdonorudeckn Be-
PUPHUIIMPOBAHHOM paKe MpeACcTaTeILHON JKeJIe3bl
CTAaTUCTHYECKH 3HAYUMO MPEBBIIIAET TAKOBYIO Y
MYXKYMH C JTOOpOKaueCTBEHHOW TruIlepIuiasueit
MIpe/ICTaTeNbHON kKeJe3bl U MOPOroBOE 3HAYCHUE
nokazarenst B 87% ciy4aeB. Brluucnenue uH-
JleKca 370pOBbs MMPOCTAThl M OTHOLIEHUS] MEXIY
KOHLIEHTPaLueil B CBIBOPOTKE KPOBU CBOOOIHOTO
n o6mero ITICA 1mo3BOJISET MOBBICUTH TOYHOCTH
MIPOTHO3UPOBAHNS BOSHUKHOBEHHS paKa MpoCTa-
Thl, KOPPEKTUPOBATh IIOKA3aHUs K ONOIICHUHU, CHU-
3UTh YaCTOTy HEONPABAaHHBIX UCCIIEIOBAaHUH.
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P0JIb IMMYHOTUCTOXWMWUYECKOT 0 UCCNENOBAHUA
B NPOrHOCTUYECKOW OLIEHKE ONYXOMEM NPOCTATbI

Ilonos Cepeeit Banepvesuy!, I'ycetinos Pycaan INyceiinosuuy’ 2,
Cusax Koncmanmun Braoumuposuy® 3, Ilepenenuya Bumanuit Braoumuposuy’,
bynenxoe Huxonaii Cepeeesuu®?, Jlenseuna Tamovsana Anexcanoposuna

'CII6 TBY3 «Knunnveckas 6onpauna Cesiruresst Jlykuy. 194044, r. Cauxrt-IlerepOypr, yi. Uyryunas, 1. 46
2 ®I'BOY BO «Cankr-TletepOyprekuii rocymapctBennsiii yuusepeutet». 199034, . Cauxr-IlerepOypr,

Yausepcurerckas Hao., 1. 7/9

S@OI'BY «HUU rpunmna umenu A.A. Cmopoaunnesay Munzapasa Poccun. 197022, r. Cauxr-ITerepOypr,

yi1. [Ipodeccopa [omosa, a. 15/17

*@I'BOY BO «Ilepsorit Cankt-IleTepOyprekuii rocy1apCTBEHHbBIH MEUIIMHCKUN YHUBEPCUTET
nmenu akan. VLIT. [TaBnosay. 197022, r. Cankr-IlerepOypr, yai. JIeBa Tonctoro, 1. 6—8

E-mail: rusfa@yandex.ru

KJIFOUEBBIE CJIOBA: pak npeacTaTeabHOH Kele3bl; HUMMYHOTHCTOXUMHUYECKUH METO/I.

BBENEHUE

«30JIOTBIM CTaHJAPTOM» BEepUPUKALUU JUa-
THO3a paka MpEeACTATeIbHON Kelle3bl SBISETCS
TUCTOJIOTHYECKUN aHATN3 CTPYKTYPHBIX 0COOCH-
HocTel mpocTtaThl. MIMMYHOrHCTOXMMHYECKHM
(UI'X) meronm wu3ydeHHs MUKpOMOpQoIoTHUe-
CKOM KapTWHBI 3200JI€BaHUS C IPUMEHEHUEM aH-
tuten kKioHa 34BE12 u MOHOKJIOHATBHBIX aHTH-
TeN K sAepHOMY OeiKy p63 MO3BOJISET, ACTaTH-
3UPYSl COCTOSTHHE 0a3allbHOTO SMHUTEIHATBHOTO
CJI0s1 )KEJIC3UCTHIX CTPYKTYP MPOCTATHI, TOITBEP-
JIUTh WU ONPOBEPTHYTh HAIMYHUE aJCHOKAPIIU-
HOMBI.

LIENb UCCNENOBAHKUA

Onpenenuts BosMokHOCTH U X-mpeHTHU-
KaIli{ OIyXOJIEBBIX KJIETOK M 0a3aJIbHOTO JIIHTe-
JIUATBHOTO CJIOS JKEJIE3UCTBIX CTPYKTYP TMpeacTa-
TEJIbHOW JKeJe3bl MpU MOJAO3PEHUM Ha pak Mpo-
CTarThlI.

MATEPWAJIbI U METO[IbI

W3ydancs OuoncuitHBI Marepualn, B3si-
Tl y 157 OGonpHBIX. OTOOpaHHBIE 00pa3IIbI
Opn paszgeneHsl Ha 2 Tpynmel. B rpymmy 1
OTHOCHJIM 00pa3lpl TKaHU MPOCTAThI, IOpa-
JKeHHBIC aleHoKapmuHoMou (n=81), B Tpym-
my 2 — o00pa3nsl 310poBOM TKaHU (n=70).
B HUI'X-ananuse omnpenensiin ¢ NPUMEHEHHU-
€M MOHOKJIOHaIbHBIX aHTHTEeNl BioGenex K
a-metunammiKoA-pamnemase, sjgepHoMmy Oel-
Ky p63 M BBICOKOMOJIEKYJISIPHOMY IIUTOKEpa-
TuHy (aHtutena kiaoHa 34BE12) cocrosuHue
0a3aJbHOTO BUUTEIHAIBHOIO CJIOSI JKEJIEe3H-

CTBIX CTPYKTYyp mpocrtaTel. B mpouecce UI'X-
aHain3a Opajii BO BHUMAaHHE 3KCTEHCUBHOCTH
Y MHTEHCUBHOCTH OkpammBaHus 111 AMACR,
34BE12 u anepuoro p63.

PE3Y/IbTATDI

[Ipu ajneHokapuUMHOME MPEACTATEIbHON Ke-
ne3bl  HabOmomaercs AMACR-monoxuTenbpHas
peakiys MaJUTHU3UPOBAHHBIX KIETOK U OTPHIIA-
TEIbHOE pearupoBaHue 0a3aIbHOTO DIIUTEIIUS HA
aHTHUTENa K P63 1 BEICOKOMOJICKYISIPHOMY ITUTO-
kepatuny. CpeqHuil BO3pacT MaIllMEHTOB OCHOB-
HOU TpyMIbl, y KOTOPBIX IPU PYTHHHOM THCTO-
JIOTUYECKOM HCCIICIOBaHUH ObliIa BEpUPUIIUPO-
BaHa aJICHOKapIIHOMA MPEACTATEIHHON )KETe3Hl,
coctaBmia 58—85 mer (Memuana 67,9 mer). B enn-
HUYHBIX CIy4asx OTMEYanoch ciaboe uim, oosee
penKo, yMEpEeHHOE OKpalIWBaHHUE IPU aHATH3E
antuten kinoHa 34BE12 1 MOHOKIIOHAJIBHBIX aH-
THUTEI K p63.

SAKMHYEHUE

NMMyHOTHCTOXMMHYECKHE  HCCIEAOBAHMS
¢ MOHOKJIOHaIbHBIMH aHTUTeIamMu kK AMACR,
p63 U BBICOKOMOJEKYISIPHOMY LUTOKEPATHHY
obrneryaror BbIsiBJIeHUE (pOpMUpOBaHMS pa3pac-
TaHUH MaJUTHU3UPOBAHHOIO SIUTENIHUS IPO-
CTaTMUYECKHX XKeJle3 U yTpary 0a3allbHOTO CJIos
3JIOPOBBIX OMUTENUOIUTOB. OTrpaHUYEHHOCTH
cnenupuanoctd AMACR-TecTa HUBETUpYyeETCS
OJIHOBPEMEHHBIM HMMYHHBIM pearupoBaHHEM
A1epHOTO P63 U BBICOKOMOJIEKYISPHOTO ITUTO-
KepaTHHa C COOTBETCTBYIOIIMMH aHTUTEIAMH U
JeTanu3alyei BCIeACTBUE 3TOTO COCTOSHUA Oa-
3aJIBHOTO CJIOSI.
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YYET U AHANN3 GUOMAPKEPOB AZIEHOKAPLIMHOMBI NPECTATE/NbHOW XXENE3bI

Ilonos Cepeeit Banepvesuy!, I'ycetinos Pycaan INyceiinosuuy® 2,
Cusax Koncmanmun Braoumuposuy® 3, Ilepenenuya Bumanuit Braoumuposuy’,
bynenxoe Huxonaii Cepeeesuu®?, Jlenseuna Tamovsana Anexcanoposua

'CII6 TBY3 «Knunuveckas 6onpauna Cesiruresst Jlykuy. 194044, r. Cauxrt-IlerepOypr, yiu. Uyryunas, 1. 46
2 ®I'bOY BO «Cankr-TletepOyprekuii rocymapctBennsiii yuusepeutet». 199034, . Cauxr-IlerepOypr,

Yuusepcurerckas Hao., 1. 7/9

SOI'BY «HUMU rpunmna umenu A.A. Cmopoaunnesay Munzapasa Poccun. 197022, r. Cauxr-ITerepOypr,

yi1. [Ipodeccopa [omosa, a. 15/17

*@I'BOY BO «Ilepsorit Cankr-IleTepOyprekuii rocy1apCTBEHHbBIH MEUIIMHCKUN YHUBEPCUTET
nmenu akan. VLIT. [TaBnosay. 197022, r. Cankr-IlerepOypr, yi. JIeBa Tonctoro, 1. 6—8

E-mail: rusfa@yandex.ru

KJIFOUEBBIE CJIOBA: pak npeacTaTeiabHO jKee3bl; OnoMapKephl.

BBEQEHUE

Bonpiiast yactora BcTpeuaeMoOCTH paka mpeji-
CTaTEIbHOMN >KeNe3bl U HECOBEPIICHCTBO HMEIO-
LIUXCSI METOJOB €r0 PaclO3HABAHUS MPUBOISAT
K THIEPANArHOCTUKE KIMHUYECKH 3HAYUMBIX
(hopM, mMeroIIel HeXXeNaTelbHbBIE MOCIeICTBHS
KaK JJIsl TAIMeHTOB (MHBAa3WBHBIE TPOIIEAYPHI,
JUTATENTFHOE JIEYCHHE C PHCKOM OCIIOKHEHHUN),
TaK W JUISI CHCTEMBI 3/IpAaBOOXPAHEHHS B IIe-
JIOM — TPyAO03aTpaThl MEAUIIMHCKOTO MEepPCOHA-
Jla, Harpy3Ka Ha KOCYHbIN (OHJ, pacXoJbl Ha Jie-
KapCTBEHHBIC MPEMapaThl.

LLENIb UCCNENOBAHKA

Pemenne Bompoca o muddepeHunpoBaHHOM
Ha3HAYCHUH TEPANMH C YYETOM MOJICKYJISPHBIX
oco0eHHOCTel maroreHesa, 4ro Tpedyer abo-
pPaTOPHOTO aHAIHM3a HOBBIX OHKOMAapKEepOB KIIU-
HUYECKHU 3HAYUMBIX ()OPM paka MmpeJCcTaTebHO
KeJe3bl.

MATEPWATIbI U METO/IbI

B xone BeimonHeHust npoekra OyayT paspado-
TaHbI JTabopaTopHas TeCT-CHCTEeMa JIJIs aHaJTh3a
YpOBHEN OHKOMapKepoB U3 cemeiictBa MukpoPHK
B Pa3IMYHBIX KHUJKUX Cpefax OpraHu3Ma W JIn-
ArHOCTUYECKUM aJrOPUTM, YUUTHIBAIOIIUMN MPO-
aHanu3upoBaHHble YpoBHU MUKpOPHK, uTo mo-
3BOJIMT CO3JIaTh IEPCOHUPHUIIMPOBAHHBIN MOIXO]T
K MAaJOWHBAa3MBHON JMAarHOCTHKE paka Mpes-
CTaTeJIbHOM »eyie3bl M MporpaMMaM aKTHBHO-
ro HaOmroneHus 3a narueHTamu. [IpoekT Oyumer

BeimostHeH Ha Oaze CII6 I'BY3 «Knumnudeckas
oonmpanna Cesiturenst JIlyku», B KOTOpod (yHK-
uroHupyet ['opoJckol HEHTP IHA0CKONINYECKON
YPOJIOTUH ¥ HOBBIX TEXHOJOT'MH U OpraHu30BaHa
clakeHHas paboTa Ha BCeX JTamax HcclenoBa-
HUs: BBIOOp mepcrnekTuBHbIX MUKpoPHK, ¢op-
MHUpPOBaHHE TPy OO0CleayeMbIX JHL, 3a00p
Omoyorndeckux 00pas3IioB, BHITIOTHEHNE MOJIEKY-
JSIPHO-TEHETUYECKOTO aHaJN3a, CTaTHCTUYECKas!
00paboTKka pe3yIbTaToB.

PE3Y/IbTATBI

UccnenoBanre HOCUT MPUKIIATHON XapakTep.
Pe3ynbraTel paboThl O MPOEKTY OymyT BHEApE-
Hbl B JUArHOCTUYECKYIO H JICYCOHYIO MPaKTUKY
I'opozckoro neHTpa 3H10CKOTHYECKON YPOIOTruu
Y HOBBIX TEXHOJIOTHIA, a TAK)Ke APYTUX JIeUeOHBIX
yupexuaennit Cankr-IletepOypra u Poccun.

BbIBO/IbI

BrimonHenne JaHHOIO MpOeKTa M BHeHApe-
HHUE ero pe3y/lbTaToB B MEAMIMHCKYIO MPaKTUKY
YAYYIIUT YPOBEHb JHUArHOCTHKU KIMHUYECKU
3HAYUMOT0 paka MPEeACTaTeNbHOHN Kele3bl, YTOo
NPUBEICT K MOBBILICHUIO KaUeCTBa KU3HU Hace-
JICHUs, a TaKK€ YMEHBLICHHIO (PMHAHCOBBIX 3a-
Tpar 3a CUET CHUKCHUS KOJIMUYECTBA KOMKO-/IHEH,
CHIDKEHHS TpPyHO3aTrpaT MEAMLUHCKOIO Mepco-
HajJla ¥ CyMMAapHbIX pPacxoll0B Ha JIEKapCTBEH-
HBIE TIpenaparsl W, TaKUM o0pa3oMm, oOecTeduT
ontumuzanuio Oromkera Cankr-IletepOypra npu
JICYEHUU TALMEHTOB C PakoM IpeJicTaTelbHON
JKEJe3Bl.
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B/INAHUE NPENAPATOB C AHTUOKCWAHTHBIM
W LIATOCTATUYECKIM AENCTBUEM HA YACTOTY AHOMANbHBIX I'0J10BOK
CMEPMATO30//10B Y GECMOPO/IHbIX MbILLEN

Poszengenvo Ceemnana Braoumuposna, Toeo Ekamepuna @enukcosHa,
Kopoicenesckas Mapuna Anamonvesna, Ceménos Koncmanmun Huxonaesuu,

Ulapoiiko Braoumup Braoumuposuy

OI'BOY BO «Ilepssiii Cankr-IleTepOyprekuii Tocy1apCTBEHHBIH METUIIMHCKUN YHUBEPCUTET
nmenu akan. VLIT. [TaBnosay. 197022, r. Cankr-IletepOypr, yai. JIeBa Tonctoro, 1. 6—8

E-mail: korgmar@rambler.ru

KJHKOYEBBIE CJIOBA: C(,-L-aprunun; mpou3Bonusie 1,3,5-Tpra3uHa; IUTOCTATHICCKOE U
AHTHOKCHIAHTHOE BO3/ICHCTBIE; AIKUIINPYIONIHE aT€HThI; aHOMAJIUN F'OJIOBOK CIIEPMAaTO30H I0B.

BBENEHUE

OpHol U3 3HAYMMBIX NMPOOIEM COBPEMEHHOM
MEJUIUHBI ABIAETCS JIEYEHHE OHKOJOTHYECKHUX
3a0oneBanuii. [IpoTBOOMyXO0NEBBIE Mpemaparsl
JOJKHBI BBICOKOA((EKTUBHO pa3pyliaTh OMyXo-
JIEBBIC KJICTKH, CIIEP>KUBATh UX POCT U mponude-
pauuio, He OKa3blBasi HEraTMBHOIO (hU3HOIOTHU-
YECKOIr0 BO3ICHCTBUSI HA HOPMAaJbHbIC JEISIIHU-
ecsi knetku. Co3naHue HOBBIX JIEKAapCTBEHHBIX
[IpenaparoB 1 U3y4eHUE MEeXaHU3Ma UX BIUSHUS
noBbIIaeT 3GHEKTUBHOCTD TEPAMH U YIyUIlaeT
MIPOTHO3 ISl )KU3HU MAI[UEHTOB.

LIE/Ib UCCNENOBAHKA

Wzyuenue BIusiHUS IBYX COeqMHEHMIA: 1) mpo-
m3BogHOTO  1,3,5-Tpmazmna  (5-((4,6-nuxiiop-
1,3,5-Tpuasun-2-mir)aMuH0)-2,2-numMeTni-1,3-
JUOKCAaH-5-WI)METaHOJIa C  LUTOCTaTHYECKUM
nerictBrueM u 2) agnykra dymiepera Cq, ¢ L-apru-
HUHOM C aHTHOKCHJIAHTHBIM JISHICTBHEM Ha 4acTO-
Ty BO3HHMKHOBEHHUS aHOMAJbHBIX TOJIOBOK CIEp-
MAaTo30MJI0B y CaMIIOB Mblliei. M3BecTHO, 4TO
coenunenue Cgy-L-aprunun crnocoOHO CBA3BIBATH
oOpa3zyromnecs B KJIETKax CBOOOIHBIC paaUKalbl,
a mpousBoaHoe 1,3,5-Tpuasuna obnagaeT ajaKuiIu-
PYIOLIMM JEHCTBHEM Ha a30THCThIE OCHOBAaHMS,
Onaronapst uemy BbI3bIBaeT noBpexaeHus JJHK u
3aIlyCKaeT B ITOBPEXKICHHON KJIETKE arornTo3.

MATEPHANBI N METO/1bI

Cyo-L-apruHuH sBISICTCS aMUHOKHCIOTHBIM
BOJIOPACTBOPUMBIM TTPOU3BOJHBIM  (yJiepeHa
Cg), CIOCOOHBIM CHIKaTh WHTCHCUBHOCTH Iie-
PEKUCHOTO OKHUCJICHUS JUMUAOB, a TAKKE MOBBI-
aTh aKTUBHOCTDH CynepokcuaaucmyTassl. [Ipo-
u3BoaHoe 1,3,5-TpuasuHa siBisieTcs BOJOPACTBO-

PUMBIM COEIMHEHHEM M3 KJIacCa THJIEHUMUHOB
C AIKWINPYIOUIUM JICHCTBUEM.

YacToTy aHOMAaJIbHBIX T'OJIOBOK CII€pMaTo30-
unoB (AI'C) m3ywyanu Ha OAHOMECAYHBIX CaM-
nax GecriopoaHbIX Mblei. beuto chopmuposa-
HO YeThIpe I'PYNIbl MBIIIEH, MO MATh CAMIOB B
Kaxaou. [lepBoit rpymnmne OgHOKpPaTHO BBOAMIIU
noakokHo no 0,2 My coeauHeHust 1-ro mpous-
BoaHoro 1,3,5-TpuasuHa B TepaneBTUYECKOU
J103€, BTOPOH Ipymnie — IOAKOXKHO TepareBTu-
gecKyto no3y coemuuenus 2 — Cq-L-aprunnna,
TPETbEl KOHTPOJBHON TIpyIINE IOIKOKHO Of-
HOKPaTHO BBOIWIHM (PU3UOJIOTHUECKUU PacTBOP
(NaCl 0,9%) B noze 0,2 mi, dyeTBepras rpymnmna
npeacTaBisiia coOO0W MHTAKTHBIM KOHTPOJIb 0e3
unbekui. Ouenky yactorel AI'C mpoBoauiu
C MOMOIIBIO TECTAa Ha AHOMAJIUU TOJIOBOK CIIep-
MaTO30MJ0B COIVIACHO OOMICIIPUHATON METOIH-
Ke, uepe3 16 nHeil mocse BBEACHUS IpenaparoB.
J1g KaXX#oro >KMBOTHOTO AHAJIU3UPOBAIM IO
200 cnepmaro3ousioB. B kauecTBe aHoManuit
(¢uKCcHpOBaNIM YKOPOYEHHBIE W YHAJIWHEHHBIC
KpPIOUKH, a TaKXKe KOPOTKHEe, HHUTEBUIHBIC U
amMopQHbIe TOJIOBKHU criepMaTo30u10B. CTaTuCcTH-
YeCKMI aHaJIM3 MOJYyYEHHBIX JaHHBIX MPOBOIU-
JI1 METOJIOM, PEKOMEHIOBaHHBIM ISl CpPaBHEHUS
MaJbIX BEIOOPOK, C UCTIONB30BAHUEM t-KPUTEPHS
CrerofenTa npu yposHe 3Haunmoctu 0,05.

PE3YIITATDI

Yactora AI'C y MbIme, MOTyIHBIINX WHB-
eKIuIo ponsBoaHoro 1,3,5-Tpnasuna (coenune-
uue 1), cocrasmsna 23,51+0,81%, 9To 1OCTOBEPHO
OTIUYACTCS OT KOHTPOJIBHOUW T'PYMIIbI, MOTYYNB-
e UHBEKIUIO (PU3UOJOTHIECKOTO pacTBopa —
5,20£2,80 %, U OT HMHTAKTHOTO KOHTPOIS —
1,70+0,23%. Yactora AI'C y MmbllIel, MOTy4nB-
mmx nabeknuto Cq-L-apruauH (coennnenue 2),
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cocrapmsina 9,35 £1,59%, 4to mOCTOBEpPHO OT-
JAUYaeTCsl OT TPYIIIBI, TMOMYyYUBIIEH HHBEKIIHIO
COeNMHEHUA | W OT WHTAKTHOTO KOHTPOJIS —
1,70 £0,23%, HO HE UMEET JOCTOBEPHOIO Pa3Jiu-
YUS C TPYNION, MONyYHBIICH HHBEKIHIO (hHU3HO-
JIOTHYECKOTO pacTBOpa.

SAKNMHYEHNE

Takum 00pa3oM, MOXHO CJlIeJIaTh BBIBOJ O
TOM, 4TO COCOUHEHHE | HEraTuBHO BIMAET HA
MpOIIeCC ClepMaToreHe3a y MbIIIeH U 3HAYH-

TEJIbHO MOBBIIIACT YaCTOTY aHOMAJUM rOJIOBOK
CIIEPMATO30UI0B MO CPABHEHUIO C KOHTPOJIEM.
[Tospimienue yactorel AI'C mocie moakokKHOTO
BBEJCHUS COCIMHEHUS | He sBIsieTCs pe3ysbTa-
TOM CTpecca OT UHBEKLHH, TOCKOJIbKY 10CTO-
BEPHO OTIMYAETCS OT O00EWX TPymHI KOHTPOJIS.
Beenenne Cyy-L-aprunmna (coequHeHus 2) He
0Ka3bIBaJIO MMO3UTHBHOTO JEUCTBUS HA MPOIIECC
(dhopMHUpPOBaHUS CIIEPMATO30UI0B Yy CAMI[OB MBbI-
ureit. [lomydeHHble pe3yabTaTel HEOOXOIUMO
YUYUTHIBaTh MPU HCHOJB30BAHUHU JAHHBIX CO-
C€IMHEHUM B MEIUIIMHCKON MPaKTUKE.
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Bbl6OP OMTUMAJIbHOT0 NOAX0AA 1A TEHETUYECKOT0 CKPUHUHTA
HOCWUTENbCTBA BAPUAHTOB, CBA3AHHBIX C PASBUTUEM

PELLECCUBHDIX 3ABOJIEBAHMN

Commnuxosa Eseenus Anopeesna’, Kuceneea Anna Bumanvesna’,

JKapuxosa Anacmacus Anexcanoposua'?, Pamenckuii Bacunuii Eécenvesuy’ ?,

3atiuenoxka Mapus®’, Bamxun Opuiti Bukmoposuu®?, Kyyenxo Braoumup Anexcanoposuy’?,
Epwosa Anexcanopa Heopesna', Cxupko Onvea I[lemposna’,

Tokposckas Mapus Cepeeesnal!, J[pankuna Okcana Muxaiinosnal,

Mewixoe Anexceit Hukonaesuu® %78

'®I'BY «HaunoHanbHbIH MEAUIUHCKHI UCCIIEN0BATEIbCKHUN IIEHTP TEPANNU U TPO(GUIAKTHICCKON MEAUIIUHBDY
Munzapasa Poccuu. 101990, r. Mocksa, IleTposepurckuii nep., a. 10, ctp. 3
2@OI'BOY BO «MockoBckHii TocyiapcTBeHHbIH yHuBepcuTeT uM. M.B. JIoMoHOCOBaY, hakyasTeT GHOMHKEHEPUH

u ouonHpopmaruku. 119991, r. Mocksa, JIennHckue Topsl, 1. 1

S@OIAOY BO «MocKoBCKHiA (PU3UKO-TEXHUYSCKHI HHCTUTYT (HALMOHAIBHBIN UCCICIOBATEIbCKUI YHUBEPCUTET)Y.
141701, MockoBckas obnacts, r. Jlonronpynasiii, UHCTUTYTCKUIT IepeyIiok, 1. 9
*@rAOY BO «HoBoCHOMPCKHUIT HAIIMOHATIBHBIH UCCIIEA0BATEIbCKUN TOCY IAPCTBEHHBIN YHUBEPCUTET.

1630090, r. HoBocubupck, yi. [Tuporosa, 1. 1

S@OI'BOY BO «MockoBckHii TOCyIapCTBeHHbIH yHUBepcuTeT uM. M.B. JIomoHOCOBaY,
MEeXaHHKO-MaTeMaTudeckuii pakymnsretr. 119991, r. MockBa, JIennHckue Topsl, . 1
*@I'BY «HaunoHanbHBINA MEIUIIUHCKHIA HCCIIEI0BATEILCKUIN IEHTP KAPIUOIOTUU uMeHu akanemuka E.J. YazoBay.

121552, r. MockBa, yin. Akanemuka Yazosa, 1. 15a

"®I'BHY «Meauko-reHeTHYeCKuii HaydHbId neHTp uMenn akagemuka H.IT. BoukoBay.

115522, Mockaa, yi1. MockBopeusbe, 1. 1

$OI'AOY BO «Poccuiickuii HAMOHATBHBINA HCCIIEI0BATEIbCKUN MEIUIITHCKUN YHUBEPCUTET
unmenu H.U. [Tuporosay. 117997, r. MockBa, yi1. OcTpOBHTSHOBA, 1. 1

E-mail: sotnikova.evgeniya@gmail.com

KJIFOUEBBIE CJIOBA: cKpHHUHT HOCHTENIHCTBA; ayTOCOMHO-PEIIECCUBHBIE 3a00JIEBaHUS;

X-cuemyienHnle 3a0oneBanns; NGS.

BBE[EHUE

CKpHUHHMHT HOCHUTEJIbCTBA ayTOCOMHOIO 3a-
0ojeBaHUS — MEAMLMHCKOE UCCIIeI0BAaHUE IS
ONpeAeNICHNs HAJINYUSI WM OTCYTCTBUS CTaTy-
ca HOCUTEJIbCTBA PELIECCUBHOIO 3a00JIEBAHUS Y
napbl WM YeJOBeKa, KOTOPhI HE MMEET arpu-
OpHO TOBBIIIEHHOTO pHUCKAa OBITh HOCHUTENIEM
HAa OCHOBAHMHU JINYHOW MM CEMEHHOW UCTOPUHU
0oje3HM ero wiM ero naptHepa. Mcropuueckn
MpOrpaMMbl CKPUHHUHTA OTPaHUYMBAINCH OIpe-
JIEJICHHOM 3THUYECKOU TPYIIOi, B KOTOPOH 3a-
OoneBanune ObUIO Hambollee pacHpoOCTpPaHEHO.
C pa3BuTHEM U YICUICBICHHEM TEXHOJIOTHM
CEKBCHUPOBAHUS PACIPOCTPAHEHUE IOTY4HIIA
KOHILIETIIMSI PAaCUIMPEHHOI0 CKPUHMHIA HOCH-
tenabcTBa (expanded carrier screening, ECS),
OCHOBaHHas Ha WuJee CKPUHUHTA OOJBIIEro
yucia 3a0oeBaHuil 6e3 yueTa IpOHUCX0KACHUS.
Enunble xpurepun orbopa 3abosieBaHU ist
CKpUHUHTAa B HACTOSIIUNA MOMEHT OTCYTCTBY-
I0T. AMEPHKAaHCKON KOJIJIErued MeAUIMHCKON
reHeTHkd M reHoMuku (American College of

Medical Genetics and Genomics, ACMG) 0b1n
onyOMKOBaHBl PEKOMEHIAIMH TI0 CKPUHHUHTY
HOCHTEIbCTBA ayTOCOMHBIX M X-CIIETICHHBIX
pelecCUBHBIX 3a00JIeBaHUH, COTIIACHO KOTOPHIM
CcKkpuHHHT 113 TeHOB MOKEH OBITH MPEITOKEH
BCEM OCpEeMEHHBIM WM IUIAHUpYIOMHUM Oepe-
MmeHHocTh (Gregg, 2021). Cpean kpurepues
BKJIIOUCHUSI OBLIN TSXKECTh 3a00JICBaHUS, KOP-
pensinus reHoTUNna ¢ (PeHOTUIIOM, TIOCTYITHOCTD
MpEHATATbHONH JIMATHOCTHKHU, aHAJTUTHYEeCKas
BaJIUJTHOCTh METOJOB CKPUHHMHTa M 4YacToTa
HOCHTeNbCcTBA. YacToTa HOCUTEIHCTBA JOJIKHA
ObITh He HUXKe, yeM 1/200 mis ayToCOMHO-pe-
neccuBHBIX 1 1/40 000 ms X-creniaeHHbIX 3a-
OoJsieBaHMIT XOTs OBl B OMHON W3 CyOTIOMYJISAIUII,
cocTaBIsoniei He MeHee 1% HaceleHus.

LIE/Ib UCCNENOBAHUA

OL[CHI/ITI: pPacupoCTPpaHCHHOCTh IMAaTOI€HHBIX
" BCPOATHO MATOTCHHBIX BAPHUAHTOB HYKJIICOTHU/I-
HOM MMOoCJIeAOBATCIIbBHOCTU B I'€HAX, PCKOMCHAY-
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eMblXx ACMG 1 CKpUHUHTa HOCUTENIbCTBA pe-
LIECCUBHBIX 3a00JeBaHull B BbIOOpKe U3 310 ue-
JIOBEK.

rnacHo aHHotauuu ClinVar, Bapuantsl B 113 re-
Hax, pekoMeH10BaHHbIX ACMG nans ckpuHHHTa
HOCHTEJIBCTBA PEIICCCUBHBIX 3a00JI€BaHUM.

MATEPHANBI N METO/IbI

PE3YIIBTATbI

B uccnenosanue 6110 BKtroueHo 310 ycmos-
HO-3I0POBBIX HEPOJCTBCHHBIX YYACTHUKOB.

ITomHOoTeHOMHOE CcekBeHHpoBaHue (n=79)
Obl10 mpoBeneHo Ha mpubope Novaseq 6000
(INlumina, CHIA). ITolHO’K30MHOE CEKBEHU-
poBanue (n=231) ObuTO TPOBEACHO Ha TpUOOpe
Nextseq 550 wim HiSeq 1500 (Illumina, CIIA).

buonndpopmaTtuueckuii  aHamUM3  JIAHHBIX
ObUT MPOBEJEH C TMOMOIIBIO CIEIUATBHO pa3-
paboTtanHoro maimiaiina Ha ocHoBe GATK 3.8
(Ramensky, 2021). Utenus ¢ mapHEIMU KOHIIAMU
ObUTH BBIPOBHEHBI HA TEHOMHYO MTOCIIC/IOBATEIb-
Hocth GRCh38. Jlns aHHOTAIMU OJHOHYKJICO-
TUJIHBIX BAPUAHTOB ¥ KOPOTKUX UHJICJIOB OBLI UC-
nosib3oBan ENSEMBL Variant Effect Predictor
(VEP) v.100, a Takxe ClinVar (2021/01/10) u
gnomAD (v2.1.1).

Cpenu BBISIBJICHHBIX BapHaHTOB OBbLIM OTO-
OpaHbl MATOTEHHBIE U BEPOSTHO MATOTCHHBIE, CO-

Bcero B o6enx monBpIOOpKax OBITIO BBISBIIE-
HO 99 HOcuTenel 77 MaTOreHHBIX WM BEPOATHO
MaTOrCHHBIX BApUAHTOB B 45 reHax, B TOM YHC-
ne 12 HocuTeNel ABYX W OAMH HOCHTENb TPEX
BapUaHTOB B pa3HbIX reHax. Yacrora Hocurenei
coctaBmina 31,9%. Haubonbliiee 4uCcio HOCHUTE-
JIeH MaTOTEHHBIX WM BEPOSTHO MATOTCHHBIX Ba-
puaHTOB OBLTO BEIBIEHO B TeHax GJB2 (n=18)
u PAH (n=13).

SAKMHYEHUE

Bricokast yacToTa HOCHTEIHCTBA MATOTEHHBIX
WIM BEPOSITHO MATOTEHHBIX BapHAHTOB B HCCIIe-
JyeMol BBIOOpKE TMOATBEPKIACT aKTyalbHOCTb
npo0ieMbl U HEOOXOIUMOCTh JNaJbHEHIINX HC-
CJIETOBaHUH, KOTOPHIE MO3BOJAT ONTHUMH3UPO-
BaThb BHIOOP I€HOB Il CKPUHUHTA HOCUTEIILCTBA
C Y4€TOM OCOOCHHOCTEH POCCUUCKON ITOMYIISIINN.
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