OT3bIB oduiainbioro omnoenTa

na spccepranio lanpaenso Badepnn FOphesinn « A asms
PEHETHYICCKONO KOHTPOJS HAC/C/ICTBEHTON [MoTepH ciyXa B
MOMYJIstgX pta pernonos Cubnpis, | mpejcTaBieHiylo na
concKallie yuénoil creter Kaliiara OHOJ0IIECKIX Ay K
110 CIHeIaJILIoCTH 1.D. 7. — «rerernkay.

10 nogiopst 2022 1.

AxryasibHoCTh  VI3yuenne MOJeKyJASapUBLIX HPHETTHIL I PACHPOCTPALICHTTIOCTH MOITOCIH-
HLIX 3a00JeBallT sIBJISICTC 0011 113 akTyadbibIX pobjieM reternkin. [lorepst ciyxa,
SIBJISISICE, MOLIOLeHTILIN 3a00/1eBalienM, 00J1a1aeT SKCTPEMAJILIION PeleT i 1ecKoil rerepo-
PEeHocTLIO: B HACTOSIICe BpeMst orcaiio Gosee 160 rernernaeckux JJOKycon, e NMeree
120 gpepunix retnos 1 psil Bapuainton B Muroxoripuaininoi JIHIK, koropoie accou-
HpoBalbl ¢ norepeil cayxa. HanbOoapmmil BK/IaL B 9THOJOIMIO HOTEPH CJyXa 13 pas-
JIUHLIX PEPHOLAX MIUPa BHOCAT [Tarorelernieckie sapuairnl B reie GJB2. a Bropbin
o snadnyocti gpasercd ren SLC20A4. CyiiecTBenino Melbiie Jalllibix O PAcipo-
CTPALENIIOCTH PeleTHIecKIX (DOPM MOTEPI CIIY XA, OMPEACIISIeN BIX TTATOICIHETH IeCKIIM I
BapHalranit Apyrux rernos. Mssecria mnpokas arioreorpadiaeckast Bapiade/LiocTnh
B PACHPOCTPAIICITIOCTH PA3JIIILIX (POPM 1Hac/eyeNoil rryxornl. s Miornx «renon
[JIYXOTDLI» H3BCCTILI HATOCHCTIICCKIIC BAPHAIITLL, HPeoOIaIAIone 3 TOil 11l 1ol
ITIIIECKON DPVIIITE I DErHoe. B TO BPeMst KaK APYIHe BAPHAIITLI MOIYT BCTPE T aThLCs]
JHIDL Y CAMHITILIX NI eipios. Taking oOpasont, GoJibinas releriieckas rereporerl-
HOCTD 11 TEPPHTOPHAALIA CHEIDITTHOCTL PASITIILIX (POPM HACIE ICTBCHION 1OTepI
CIYXA B3ATPYLISCT COBIAIINE YITTBCPCAJBLITON MOJCKYJISIPHON JHAMIOCTHKIT J1AITION0 3a-
OosieBaliist.

Huccepranonnag padora Jannapienxo B.IO. manpasiena ma BLIsBACHIC MOJICKY-
JIPHO-TEHeTHYCCKUX TIPHIHIL HTACJACACTBEHION HoTepH ClIyXa y KOPelbiX Kirreefl
Pecnybaux Tomsa n Asrrail.

Crpykrypa auccepraiym

ncceprannoniag pabora Jamipienko B.IO. coctonT 3 craiiapTiiniX pas/ie/ion:
CTICOK cOKpaluennii, sseuers, Tpex rias («O630p mureparypbi», « Marepuadnt n ve-
TOJIbIy. « Pesyinrarnl 1 00CyZKICHIe» ). 3aK0MCH, BLIBOJOB, CITHCKA JIITCPATY PLI 1
nputozkernii. Qo ooben anccepraiuin 145 crpating Crmcok mrnpoBaiiion i re-

pPaTypbl BRJLOTaeT 284 nerotnnKa.

Beegenune  Bo Biejennn Basepus FOphesiia obociioBpizaet npobieny, akTyalbiocT,
OIHCLIBACT CTENCHL PA3PADOTAIIIOCTH TCMDBI HCCJAC0BAIIS, (DOPMYJIIPYET HOJTOKECI,
BLITOCHMDIC 1A 3aIILHTY, OTPAZKACT HOBISHY H 3HATHMOCTL JIHCCEPTAIIONTION PaboThI.
[ean 1 3aatm cpopayanposaiinbl derko. Onpeiesenn JTbil BKIa/ 1 aBTopa. creleln
JIOCTOBEPHOCTH 1 AlIPOOAILHST PE3YILTATOB, & TAKZKE [TPUBEJIEHLI OCHOBILIC ITYOJITKATILITT
ABTOPA 110 TEMEe JIIICCepTalliL.

O630p Jrreparypbl  J1ACT HCHEPILIBAUONILYIO HIIPOPMAIIIO O TTPOOJICAE HCCHCIOBAITI,
OXBATLIBACT PABIMIILIE ACHEKTHI, TAKIEC KAK [CHETIMECKas MeTeporetoct 3ado/ena-
H115H, BO3SMOZKHDBIC COBPEMEITLIC METO L IANTOCTHKI JUTHON HTaToJ01HH, MO DALl



00 Y7Ke H3BCCTHLIX TIPHTHITax lrapytierms cjryxa B IHOIYJIAnsAx Cll()lll)ll, I3i0zKe1me
qerkoe 1 JIONH'oe, 00JIL1I0IT 0O BeN 1Lll'l'lll)()l’)zleIIIOlul Jureparyphbl.

Meroapt . BuiGop meroios 0boctiosall. ABTOPONM HCIOJIBL30BAJINCH KIACCHICCKHE MOJIe-
KYJISIPHO-TEIeTIUECKHEe METO/AbI, TaKHe Kak 9KCTPAKI MelOMIION JIHIC, TP, TITIP-
[IIP® ananns, cexserniposatiie 1o Correpy, HOMHMO 9T0r0, 1 pabore Obul HCHOJIL-
30BAIl COBPEMEIIILIT METOJL TOJIIOIK30MIONO CCBEIHPOBAI, a TaKzKe (pparMerTibil
anadns st renorunmposating STR- 1 SNP-yvapképos. st ananusa Jaiinix npe-
HEHDLI AJICKBATIILIC CTATHCTHICCKHE MCTO/DI.

Pesyimrarsl n obcyxaenne . IIpeicrasieiine pesyinraros Crpy KTy pHpoBaiio, XOPOoLo
HLHIOCTPHPOBALIO. [JlaBa BKJIOUACT HeThbipe OOJILIINX pas/ielia, Kaz/Ibil 13 KOTOpbhIX
COCTONT U3 MOAPA3ICIOB, B KOHIE KazKJA0ro pasjielia eCTh HeOoJIBLIIoE 3aKIHoeIe.

B neppoil uacrn arop NPHBOAMT PE3YILTATLL, [TOJIYIENIBIC P MOJICKYIAPIO-
rereriaeckon atadirse reta SLO26 A4, Buigpiaennl pasintng HaToreleTnieckoro Bria-
JIA YTOrO Iella B YTHOJIONHIO IVIYXOThI, OIPEJIC/IFIENMOro BapuallTan 1 c.919-2A— G, ¢.2027
T—A. c.1545T—G. ¢.2168A—C, ¢.17T0C—A, ¢.2034+1G— A, koropuiit coctasm 28.2%
n 4.3% y rysunues noagraiines, coorsercrseinio. CTOMT OTMETHTL HAXOJAKY HOBOIO
papnanta ¢.1545T—G rena SLC26A4, st KOTOPOro yIasioch TOJLy T PsJL JoKasa-
TENLETB €0 HATONCHETHIeCKOT 3IATIMOCTH, a HMelo: 1) cerperaiis 9Toro papuaira
¢ MILYXOTOIl B POJIOCJIOBILIX HALHCITOB, 2) 31aUHMOe HPEBLILICHIE ero 1acToThl I Bhbl-
GOpKax MAIHENTOR [0 CPABIEHIIO ¢ KOUTPOJILIOH BLIOOPKOM CIILIIALLIX HIHBILY Y-
MOB, 3) Pe3yILTATLl NPE/CKA3ATEILILIX ITPorpanin. Eiie ool nirrepectol 1axo/iKoi
SBJISIETCS BLIsIBICIIE BLICOKOI HacToThl citaiiciirosoro sapruanta ¢.919-2A—G y y-
punckux nampenrons — 69.3%. B 1o Bpens Kak y aTalCKIX MaliieTos 9ToT Bapuallr
6L ObHAPYZKell TONLKO Y JIBYX HIIHBILLYYMOB 13 FeTePO3HIOTHOM COCTOSIIIIL C JIPYIHM
BAPHAIITONM TOIO rella.

ABTOPOM ObLLIa IPEANPHISITA TTOHBLITKA OLEHHTL «PEHeTHTeCKoe OKPYKeIe» Ba-
puanra ¢.919-2A—G. g sroro ObIo 11POBEJIeNo PEOTHITIPOBAIIIE STR- nu SNP-
MapKépos, duankupyomnx sapuant ¢.919-2A—G, 1 na ocrope 9THX JAHILIX PEKOl-
CTPYHPOBAIILI TATIJIOTHIILL YIACTKA XPOMOCOMDI 7, COACPIKALIIX BapHaIT c.919-2A>G y
TYBHIICKHX TallenToB, B pesyibrare 9Tofl paboThl yasioch BLIABHTL CXOJACTBO «Iele-
THUCCKOTO OKPYZKEIs» Bapualira .919-2A — (G, aro, B CBOIO Ovepe/il, Ipe/roaraer
OBHLIOCT ero porexozieiis («ahdext ocnosarels») y Kopemioro tacesers Pec-
ny6umikn Toisa. Basknning actiiexront pabornt no reiy SLO206A4 asisiercs aetanbioe
HCCHEIOBAIIIE er0 TTOCICA0BATEILIOCTI METOJION ceKBelnposaliis 1o Canrepy, 1to
HO3BOJIIO BLISBITL, MOMIMO €O MATONCHETINCCKIX BAPHAIITOB, PsiJl HOJNMOP]IILIX
BAPHAIITOB, KaK Y7Ke H3BECTILIX, Tak 1 1osbix. Homyuenbie Jalibie 3Hatite/ibo J1o-
nosistior nihopMalyio o6 asebion pasinoobpasui rena SLO26A4.

Bropast qacTh raaBbl yJiedienia pesyibTaTant. o1y eIV MPH HOHCKEe HOBLIX PeloB,
HPHBOIIIX K HOTEPE CJYXA, [P HOMOIILI TOJHO9K30MIOr0 ceKiertponaitis. buiio
BLISIBJICIIO JIBA [OBLIX naroreneririeckix sapuanta s renax OTOF uw RATL, koropbie B
POMO3BHTIOTIION COCTOSIINIL SBJILAIOTC [PITHION HECHILAPOMAJLIION PEleccHBHO Haclie-
JLyeMOit [oTepi ¢jlyxa y ajTallCKIX HalllenTon.

Tenn RAI1 koaupyer Tpanckpuniuoniniii (pakrop n asrop npusojnt uidopma-
0, UTO paliee GLIIN ONHCAILI MPOTsFKENIIbe eI i 1 JyiKais yaacrka 17
XPOMOCOMBI, BKJIOatomero reir RATL, a rakzke 11eKoTophie TOUKOBLIC 3anellbl, KOTo-
pBIe PUBOEIT K JIBYM Pasibin cnipaposan: cuiapos Cnnra-Marennca i cuniponm



[MToronxn-JIynexn. Cpsasn rouxkonoit sanennt ¢.5254G—A B rene RAIL ¢ usonnposall-
HOI 1y XoTofl, Briepsbie ommncatiag B pabore lannipienxo B.IO., jpemnaer sror ren je-
JIACT HHTEPECHBIN 0OBLEKTOM JI/15 JAVILICHIICIO HCCAeA0BAIINS TeeTH IeCKITX TP NI
norepu cayxa. B pesyinrare npojesaiiioii paboril 6ou1 onenen sriaj renos OTOF 1
RAI1 B sTrosornio norepu ciyxa y ajraiickux namuenron u cocrasi 10.8% u 4.3%,
COOTBETCTBEINO, B BLIDOPKE TYBHIICKIIX MAIHENTOB BAPUAIITLI B 9THX Ielax e ObLI
obapyzKelnl.

B 3aK/I0MITe/ Lo dacTi HOABOIITC IITO Beeil npojealiioiil paborTol, B pasielie
npuse/ena nihopmariist 06 obnapyzkeninix papianrax g renax GJB2, SLC26 A4, u
mirpopaaliist 00 OTHACIBLILIX ToUeHbIX BapuanTax B remax KA1, OTOF u MT-RNR1
(v ITHK). Tocunran cymMyMapiniii KL 9THX TEHOB B 9THOJIOMMIO MOTEPH CIIyXa, Il
TYBHIIIEB 1 AJITATIEeR. ABTOD 3aK/I0TACT, UTO MOJIEKYISIPIO-TeHeTHIecKIii JMarios Mo-
KET OLITL YCTALIOBJICH 1J1g BHATIITE/LION dacTi 00CHCIOBAIITILIX TTAIHCHITOB, & HMCHIIO:
Jutst 50.5% rysunes u s 34.5% anraitnes. Pesyinrarot, nosyueninie  pabore, MoryT
B JIAJILITCHTICM TTPHMCIHSITLCS J1J1s1 co3aalins pernoti-crienpuanoi JIHIC- qmarnocrinkn
IOTEPH CJTYXa.

Bkll(JII()‘lelll(le COJCPZKIT KPaTKOe I eNEKOe H3JI0zKelH e BeeX MHOJIY CHITLIX PesyJILTaToB.
Bl)lBO,‘J,l)l C(l)Ol)l\l_\'Jlll])()lﬁ?lvll])] KOPPEKTHO, cOOTBeTCTBYIOT HEJIZIN I Ba, LA M.

Apropedepar . Teker asropedepara cCOOTBETCTBYET COUCPKAIINIO JIHCCEPTAIIONTION
pabornl. Tlo reme jcceprannm onyosnkopaiio 7 crareii B ykyprasax us rnepecast BAIK,
1 riasa B monorpadun, a raxzke 11 resicon coobienuii mo reme paboThbl, KOTOpDLIe
OLIII TTPEJICTABIICIHLI A MY HAPOITLIX U POCCHITCKIX KODEPEeIisX.

BOHpOCI)l n 3aMcYanme

1. B rexere mccepraliing Berpetalorcst ¢y ail BOJALIIONO HCHOML30BAIII TCPMILIIOL,
B PE3YJILTATE ero OLIBACT CJIO0ZKIIO MOISITL, 110 uMmeercs B By, Hanpunep "Taxk,
Jutst asnarcekux nomyssnnit (Kurait, Ao, Kopest, Mornrosust) nantosee a-
CTLIMIT MyTamnusivi sBsiiorest..." (crp.H8 jccepraimn). CRIAJABLIBACTCS BIIeTaT-
stetie, ato IKurall - ojia nonysasis, 1ro Bps, Jn sepio. He scuo, uro asrop
nojpasynesact 1o/l "onondpopnmarinieckin anaanzonm " n .

2. OJunn 13 KJAIOUEBLIX HapaMeTpoB MOy sBIsieTcs cTerelh PoAcTBa B He-
cjleJlyeMbIX rorydssinsx. He evorpst 1a 910 B juccepraliim 1acTo i, 1a Moii
B3MVISLL, 1E BCErJIa ONPAaB/Ialio HCHOJIL3YETCsT IIPenoioKenne o "epojicrBeninx
natpenTax Jlazke B npuMenenin K BLIXO/IAM 13 MAJIOUHCICHILIX H 1301 PoBall-
HLIX nocesenuii. He yanrpisacres rakze BeposgaTiocTh acCOPTATHBIONO CKPElH-
BAILHSL [TAIMECIITOB ¢ HAPYIICHHSIMIT ¢JIYXa, KOTOPOEe MOYKeT ClocoOCTBOBATL [0~
SIBJICIIIO pasjininlx asdeneit SLC20A4 n GJB2, Bymecre ¢ TeM TPHBEIEIIILIC
JIAIIBLIC TO3BOJIAIOT onenrh Koapdiient nndpujimira, Koropoiit OL1o Onl -
repectio ¢ KOIPMUIEITON HHOPJIHIITA Y 3/0POBLIX WIEHOB co00IecTBa.

3. B neckosnbKix Mectax JccepTaliiin, HanpiMep, HpH HCCJASI0BAIIIN BOIPOCA O
dbyuxnmonannioi suatnnocrn muccenic-gapuaiirta ¢.1545T—G (p.Pheb15Leu) B
reite SLC26A4 (crp.69 muccepraiiuin) HCHOJL30BAIINE TPEJICKABATC/ILILIX [1PO-
PpanM CBEJIOCH K 1epebopy JoCTyILIX 0e3 yuera 1 00Cy eI COOTBETCTRY-



IOIIUX [peoozKenil 1 ocoberocreil MeTog0B. DTO CHHKACT JIOKA3ATC/ELITYIO
CHJLY HOJIYUCHIIBIX BLIBOJOB.

4. Cunralo e J0CTaTKOM Hacroe HCHoJIb30Balie TepMuia "OHaIe/bILIe My TaTiHi [TpH-
HATOIO TOJNLKO 1B Y3KOI ob/iacti Me uiicKkoil rereruku. s Toro, 1rodnl neco-
MIICHIIO HIITEPECHLIC PEe3yILTarhbl ObI HOHSITHLL Blle 9T0i 00/1acTi releTKil
Hpelaralo HCHoAL30BATL B 3aBUCHMOCTH OT curTyarin oo "My TalTibie roMo-
surorb oo "My Tanrinie KoMmay i

5. (pexomeryiautis ). B pabore cobpan Kojioccainnibiil dpakTiiecknii Marepuast 1o
HONYJISIIIOIIION PeIeTIHKE UCJI0BeKA, O/IAKO 91 [oJlaralo, 110 13 LEeJOM 9TOT MaTe-
prias rpebyer Gosee 1iyboKoro 1o podbioro obeyzenns. B uacrnocrn, na Moil
B3I, COBCEM 11e 3aTPOIYTBLIMII OCTAICH BOHPOCLL PASJIITHIT B BO3MOYKIIOM
KYJILTYPHOM ACHeKTe pasdiiil B uacrore My TalTHLIX KOMIAYIIOB Y ajraiies
I TYBHIICE, & TAKZKC POJIL JAOJTOBPEMEHIILIX 3aMKIIYTLIX H TOJY3aNKIY TLIX CO-
00IIECTB Y HTHX TAPOJIOB.

SakJouenue

Taxun 00Pa3oM. 113 BLITIECKASAITIONO MOZKIIO CJICIATDL BLIBO O TOM, UTO JICCePTAIION-
nast pabora Jdanapuenko Basepnn IOpbesnnr « Altasins renernieckoro KourpoJis Ha-
cJIeJICTBEIIION oTepH CJIyXa 13 HONYJIsIAX psjia pernonion Cubupiy, npejicrasieriast
[ conckKale yuenoil crenenn Kal/ara O1HoJOrHIeCKIX HayK, fABJIACTC CaNOCTOs1-
TEILIDBINM NCCACLOBAIIICN , KOTOPOE BLITOJIICHO 1A BLICOKOM Y HIIOM 1 MCTOIH TCCKOM
ypostie. o akryasnsiocri, nopiusie, crereiin 000CHOBAIIIOCTIH Hay ILIX HOJI0ZKe il 1
BLIBO/IOB. A TAKZKC 1O CTCHCHT ONMYOTKOBAITIOCTH OCIOBILIX PE3YALTATOB, YA JIHCCCD-
Talolnas paboTa HoJoCTLIO oTetaeT Been rpedbosarmsint .9 — 11, 13 — 14 «Iloso-
JKCHIS O NPHCY ZJICHIT yuelbix crenenefis, yrsepzciennoro Hocranosiennen Hpasu-
resanersa Poceniickoit Mepepain o1 24 cenrsiops 2013 roga N 842 (B pejrakiimm or
11.09.2021 1), a ee aprop, Hamnuimaenko Basnepus IOpnesia, saciyzKubaer npucyzs/ie-
IS CTernen Kall/itara O1ogoriecKnx nayK 1mo creniaiannocri 1.7 — «renerikay.

.61, 3aBey ol Jaboparopiieil relnocncreMariKil
Jlunmnosnoriniueckoro nnernryra CO PAH,

664033 Mpryrex. v, Yoan-Baropexast 3,

regi. (3952) 42-29-23,

Daexrponnag novura: sherb@lin.irk.ru
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