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Cayyaii BpOKIE€HHOT0 rMIOTHPE03a B COYETAHUU C HEHPOCEHCOPHOM
Tyroyxoctblo (cunapom Ilenapena), o0ycioBjeHHblii neexrom rena 7PO
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BpoXAeHHbIN rMNOTMPEOn3 — reHeTMYeckn reTeporeHHas rpynna 3aboAeBaHWi, B OCHOBE KOTOPOW AeXaT ABa MeXaHM3Ma pa3Bu-
TUS: AUCTeHE3 JKeAe3bl M AMCTOPMOHOTreHe3. B cTpykType 3a00Ae€BaHMS BLIAGASIIOT PSIA CUHAPOMAAbHbIX (DOPM, OAHOM M3 KOTOPbIX
SIBASIETCS COYETaHKe BPOXKAEHHOIO MMNoTMpeo3a M HEMPOCEHCOPHOM TYroyxoCTh (CMHAPOM [NeHApeAa), NepBOHaYaAbHO acCoLM-
MpoBaHHoOM C AecpekTamu reHa SLC26A4. B cTaTbe npeacTaBAEHO OMMCcaHWe NalmneHTa C KAMHUYECKUMM MPOSIBAEHUSIMU CUHAPOMA
MeHApeaa, y KOTOPOro npu NpoBEAEHUM MOAEKYASIPHO-FEHETUYECKOrO MCCAGAOBAHMSI METOAOM CEKBEHMPOBAHMSI CAGAYIOLIErO
nokoaenust (NGS) 6bia BbisiBAeH aechekT reHa TPO. Takum 06pa3om, coyeTaHne BPOXKAEHHOTO rMNoTUPeo3a U HEMPOCEHCOPHOM
TYrOyXoCTU MOXET UMETb Pa3AMUHYIO MOAEKYASIDHYIO OCHOBY. [MOAYYEHHbIE AQHHBIE MAAIOCTPUPYIOT LIEHHOCTb MCMOAL30BAHMUS
NGS anst reHeTUYeCKOM BepUMKaLIMK AMarHO3a.

Karouesbie caroBa: TPO, cuHapom leHapesa, BPOXKAEHHBINA TMIoTUpPeo3, MHOrOy3A0BO# 300, HEAPpOCEeHCOPHasi TYroyxocCTb.

A case of congenital hypothyroidism combined with sensorineural hearing loss (Pendred syndrome)

caused by a 7PO gene defect
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Congenital hypothyroidism is a genetically heterogeneous group of diseases caused by two mechanisms: gland dysgenesis and
dyshormonogenesis. The disease pattern includes a number of syndromic forms, one of which is a combination of congenital
hypothyroidism and sensorineural hearing loss (Pendred syndrome) initially associated with SLC26A4 gene defects. The article
describes a patient with clinical manifestations of Pendred syndrome who was diagnosed with a TPO gene defect during a mo-
lecular genetic analysis using next generation sequencing (NGS). Therefore, a combination of congenital hypothyroidism and
sensorineural hearing loss can have a different molecular basis. Our findings illustrate the value of NGS for genetic verification

of the diagnosis.
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Bpoxnennsriit runtotupeos (BI) siBisgeTcst omHuM 13
HamboJiee pacIpOCTpaHEHHBIX 3a00JIeBaHUII 3HIO-
KPUHHOM CHCTEMBbI C YacCTOTOM BCTpeyaeMocTh | Ha
3000—4000 noBopoxaeHHBIX [1]. B crpykrype BT,
MIPEACTABIISIIONIETO COOO0I TeTePOTEHHYIO TPYIIITy 3a00-
JICBaHWH, BBIOCIISIOT KaK M30JIMPOBAHHBIC TTOPaXKCHUS
muroBuaHON Xene3bl (LK), Tak 1 cmHApOMAaIBPHBIE
(opMBI, XapaKTepU3yIOIINEeCsS COYeTaHUEeM THUIIOTHpe-
03a ¢ apyroil matosorueit. K yuciy nmociegHux OTHO-
curcs cuaapoM Ilennpena (CIT), BepBbie ONTMCAaHHBIN
B 1896 r. [2] ¥ IPOSIBASIOIINIICS TUITOTUPEOUIHBIM 30-
00M M HEMpPOCEHCOPHOI TYroyxXocThio. IIpoBemeHHBIC
CITYCTSI CTOJICTHIC MOJICKYJISIPHO-TEHETUIEeCKHUE HMCCIie-
nIoBaHUS moKa3zanu, 4yTo B ocHoBe CII mexxaT medexTs
reHa SLC26A4, 6eIKOBBI TIPOMYKT KOTOPOTO OBLT Ha-
3BaH neHapuHoM |3, 4]. [Tocaeayronie paboThl, BKITIO-
yas M 3KCIIEPUMEHTBI Ha MBIIITUHBIX MOJIEJISX, TIPOIe-
MOHCTPHUPOBAJIH, 4YTO coueTtaHue BI' ¢ HelipoceHCOpHOIT
TYTOYXOCTBIO MOXET HaOIIOAaThCA U TP APYTUX (Pop-
Max TUTIIOTHPE03a, YTO CBSI3aHO ¢ KPUTHMIECKUM 3Haue-
HHEM YPOBHSI TUPCOMTHBIX TOPMOHOB IIsT (pOpMUPOBa-
HUS BHYTPEHHETO yXa B Impollecce amopuoreHesa [5—S8].

Hamu uszyuyena monekyisipHast ocHoBa BI' y manm-
eHTa ¢ KimHndecknumu nposienenussmu CI1. Mcrons3o-
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BaHME CEKBCHMPOBAHMS CJICIYIOIIETO ITOKOJICHUS
(NGS), ipu KOTOPOM OCYIIIECTBIISICTCS aHAJIN3 TTOCTIe-
MOBaTEIbHOCTU Cpa3y HECKOJIbKUX T€HOB-KaHINIATOB,
ITO3BOJIMJIO YCTAHOBUTH, UYTO 3a00JIeBaHNE CBSI3aHO HE C
nedeKToM TIeHAPUHA, a ¢ 1e(UIIUTOM TUPEOIIePOKCH-
naspl (TT10).

Hamu mipoBeneHa olleHKa aHAMHECTHYECKUX, KITH-
HUKO-71a00PaTOPHBIX JAHHBIX M Pe3yIbTaTOB MHCTPY-
MEHTAJIbHBIX MCCIeNOBaHM TaleHTa. MoJIeKyIsIpHO-
TeHEeTUYECKOE MCCIIeIOBaHNE IIPOBEICHO METOIOM CEK-
BeHUpoBaHUs cieaytomero mokoneHust (NGS). Hc-
IOJIb30Bajach pa3paboTaHHAs B OTOEICHMHU HaCJCI-
cTBeHHBIX dHAoKpuHomatuii MOI'bBY OHII nanenn
mpaitmepoB lon Ampliseq Custom DNA Panel («Life
technologies», CIIIA), oxBaTbIBaloiiasi KOAWPYIOLINE
obnactu cienyomnx reHoB: TPO, PAXS, NKX2-5, IYD,
SLC26A44, TG, GLIS3, FOXEI, NKX2-1, DUOX2,
DUOXI, DOUXA2, TSHR, SLC5A5 TSHB, THRB,
THR, UBRI, THRA, SLC16A2. CekBeHUpOBaHUE OCY-
IIECTBISUIOCh HAa TIOMYNPOBOAHUKOBOM CEKBEHATODPE
PGM (Ion Torrent, «Life Technologies», CIIIA). buo-
nHbopMaTHIecKass 00paboTKa pe3yJIbTaTOB CEKBEHM-
poBaHUs OBLIA TIPOBEACHA C IIOMOIIIBIO TTPOTPAMMHOTO
monynst Torrent Suite 4.2.1 (Ion Torrent, «Life Technolo-
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gies», CIIIA) u makera mporpamMmbl Annovar (Bepcust
2014Nov12) (http:/www.openbioinformatics.org/annovar/)
[9]. Ins monTBepKIeHUsI BBISIBACHHBIX M3MEHEHUI B
redHe TPO TipoBelleHO CEKBEHMPOBAHUE COOTBETCTBYIO-
KX y4acTKoB 1o CeHrepy C MCIOJIb30BaHUEM CITCLI-
uyeckux npaiMepos.

Onucanne KINHAYECKOTO ciayyasn

I[IpobGaHI OT BOCBEMOII OepeMeHHOCTH (TiepBas U
BTOpas 6epeMEHHOCTH — MEIUIIMHCKUI abopT, ¢ Tpe-
Theil O ceabMyI0 OEpeMEHHOCTH — CaMOITPOU3BOJIb-
HbIe a0OpThI), MpOTeKaBllelt Ha (pOHE TOKCHMKO3a TMep-
BOI1 1ToJIOBUHEL. [1pu MpoBeneHNN IIAHOBOTO YIBTpa-
3BYKOBOTO MCCeqoBaHUS Ha cpoke 30 Hem y Iioma
BeisiBiieHO yBenmdenue LK. Ha 31-if Hemene recra-
1y ypoBeHb TTI B mynmoBMHHONM KPOBM IpeBbILLIAT
200 MEn/n. CemeliHbIi aHAMHE3 110 SHIOKPUHOITATUSIM
HE OTSATOIICH.

Ha 40-it1 Henmene rectaliiy MPOBEIEHO pomopas3pe-
IIeHNUe IMyTeM KecapeBa ceueHus. [1pu poxxaeHnn Macca
teaa 4100 r, miHa 55 ¢M, oLeHKa 110 1iKajie Amnrap 4/6
6astos. [1pu poxneHuu y pedbeHka orMedanach aedop-
Mallys IIeU 3a CUeT YBeJIWUYCHMST 00beMa IITUTOBUIHOMN
KeJie3bl (TMTaHTCKui 300). [TepeBeneH B oTaeIeHNE pe-
aauManuu (15 cytr Ha MBJI) B cBSI3M ¢ BpOXICHHOM
ITHEBMOHMEHN, OTEYHBIM CHHAPOMOM, HapyIIeHHEM
MO3TOBOTO KPOBOOOpAIICHMSI, CHUHIPOMOM IbIXaTelIb-
HBIX PACCTPOICTB.

B Bo3pacre 4,5 roga B CBSI3M C 3aI¢PKKOIl peueBOTrO
pa3BUTHSI, CHIDKCHUS CITyxa peOeHOK 00CIeI0BaH Y Cyp-
JIOJIOTA, BBISIBJICHA IBYCTOPOHHSIST HEHPOCEHCOpHAS TY-
TOyXOCTb 2—3-ii cTerieHn. [1allMeHT UMeeT JIoroIeaude-
CKHE pacCTPOMCTBA, CXOMSIIeecs] COMPYKeCTBEHHOE KO-
corjasne; YMCTBEHHYIO OTCTaIOCTh JICTKOM CTETICHM.

C TIepBBIX MECSIIEB JKU3HM TTAllUEHT HAOII0majcs B
®dI'bY DHII. Co BTOporo aH4 XMU3HU Ha3HAUYE€HA 3aMe-
CTUTEJIbHAST Teparusl JICBOTUPOKCUHOM, KOTOPYIO ITa-
IIMEHT B TTOCJICAYIONIEM ITOIyJal B BO3PACTAIOIINX JT0-
3ax mox KoHTpojeM ypoBHs TTT. Oommit oo6bem LK B
1-i1 mecan coctasisut 40 M. Ha (poHe mpoBoamMoit Te-
panmmMy CHayaja OTMEUYajoCh YMEHBIICHHE pa3MepoB
2K, omHako ¢ 8-JieTHero Bo3pacta oobeM LK Havan
MIPOTPECCUBHO HApacTaTh, ITOSBUIINCH Y3JIOBBIE 00Pa30-
BaHUS B 00CUX JOJISIX.

IMpu mmanoBom ob6cnenoBanuu B @I'BY DHII B
Bo3pacrte 16 jer: poct 196,2 cm (SDS =+3,4), macca
tena 71,5 kr (SDS UMT =-0,73). I1pu ocMOoTpe 0T™Me-
yaeTcs gedopmanys Imen 3a c4eT 3HAYUTEILHOTO YBe-
mueHus 12K, TMampnmatopro: XK yBenmmuena (2-s
crereHb 1o BO3), yMepeHHOI TUIOTHOCTH, OyrpucTas,
0e300JIe3HEHHA, B JICBOI IOJIE MAJIBIIMPYETCS Y3JI0BOE
obpa3oBaHMe pa3MepPOM 110 2,5 M.

T'opmoHanbHBIN ipodub (Ha (poHe nmpuema JeBo-
tupokcuHa 150,0 mxr/cyt): TTT 1,3 MME/a1 (pede-
peHncHble 3HaueHus 0,43—4,2), c¢B. T4 12,75 nimonb/m;
KagpuuToHUH 1,0 TIr/mMim  (pedepeHCHBIE 3HAYCHUS
0,4—18.9).
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ITpu ynsrpa3zBykoBoM uccienoBaHuu LK Beisiie-
HbI 3Xorpacduyeckre Mpu3Haku ABYCTOPOHHET0 MHOTO-
y3J10BOro 300a: obuuii oobeM 122 mia (o0beM TpaBoit
momn 64,15 mi, aeBoit moau 58,76 MiI, TONIIMHA Tepe-
meiika 1,75 cM), 3XOreHHOCTh YMEPEHHO CHUKEHA; MHO-
JKECTBEHHBIE 00pa30BaHUsT OKPYIJIOi (POPMBbI, TOHKEH-
HOI M HOPMaJIbHOM 3XOI'€HHOCTH, MaKCUMaJIbHBIM pa3-
MepoM a0 2,8%X1,7X27 cM (B HWXXHEW TpeTu JeBOu
nomn). Ipu HAK Backynsipu3zaiius He uaMeHeHa. Perno-
HaJIbHbIE JIMM(aTUYECKKE Y3JIbl HE U3BMEHEHBI.

ITo pe3ynbraTaM TOHKOUTOJBHOW acIMpallMOHHON
OMOIICUM BBISIBJIEHBI NMPU3HAKM KOJUIOMIHOTO 300a ¢
pPa3IMYHOI CTENeHbI0 MpoJrdepalui U PerpecCUBHbBI-
MM U3MEHEHUSIMMU.

[MarmeHTy mpoBeneHa 3KcTpadacuMaibHas TUPE-
oumaKkromus. IlociaeonepallMOHHbBIE OCIOXHEHUS OT-
CyTCTBOBaJIM. [IpM THCTOJIOrMYECKOM MCCIIEIOBAHUM:
KapTUHa J00poKayecTBeHHOro obpazoBaHust [I2K.
B mpenaparax u3 mepelleiika oOHapy>KeHO JBa odara
OITyXOJIEBOTO POCTa COJIMIHO-AIbBEOSIPHOTO U MUKPO-
GoTUKyYISIpHOTO CTpoeHUsl. boénblnasg u3 omyxosei
OKpY>X€Ha TOHKO# (hruOpo3HOI1 Karcynoi 6e3 mpusHa-
KOB MHBa3uu. B MeHbIIIel OImyXoiu cOOCTBeHHasl Kall-
cyJla OTCYTCTBYET, U €€ 3JIEMEHTBI pacIiojiaraloTcsl cpe-
U runepriazupoBatHHoil Tkanu 2K, OTMeuaeTcs Bbi-
COKasi KOHLIEHTpallMsl KJIETOK OITyX0JIeil, 04aroBoe mpo-
CBETJICHUE SIIEPHOTO XpOMaTMHA M HaIIaCTOBaHMSI
sinep. GUrypbl MUTO3a, HEKPO3 OITyXOJIeil He OOHapyKe-
HBI.

[Mpu MOJEKYJISIPHO-TEHETUIECKOM HCCIeIOBaHUN
Ha TaHeJu TeHOB «['MmoTupeo3» BhISIBJIEHA COCTaBHAsI
reTepo3uroTHasi Myrtamuss B TeHe 7TPO: c.265C>T
p.R89X (3ameHa nuTO3MHA Ha TUMUH B MOJOXEHUU
265, mpuBoAsIIasg K 00pa30BaHUIO CTOIM-KOJOHA) W
c.1181_1184dupCGGC p.A397PfsX76 (myrumkanust 4
Iap OCHOBAaHUI B 9K30HE 8 CO CIBUTOM PAMKK CUMTHI-
BaHUs).

O06cyxaeHune

B 1896 r. anmmiickuit Bpau Boren Ilenmpen
(Vaughan Pendred) ommcan ceMeiiHBIN cTydaii TYTOYXO-
cTu B couetaHuM ¢ yBenmueHueMm LII2K, u B mampHEi-
IIeM JaHHBI CUMIITTOMOKOMITIEKC ITOIYIII Ha3BaHUE
cunaapoma Ilenapena (CII) [2]. Druomarorene3 CII
ObUT M3y4eH B KOHIIC IPOIIIOTO CTOJIETUS, KoTda
L. Everett u coaBT. ObUIO JOKAa3aHO, YTO 3a0o0JieBaHUE
cueruieHo ¢ reHoMm SLC26A4 [3], v no3auee, B 1999 r.,
OBUT OXapaKTepU30BaH KOAMPYEMBIN MAaHHBIM TEHOM
Oe1oK meHapuH [4].

IMennpuH coctont u3 780 aMMHOKHCIIOT I OTHOCHT-
¢ K MOHHBIM TpaHcmopTepaM. OH 3KCIpeccupyeTcs
MPENMYIIECTBEHHO B TUPEOLINTAX, B MEHBIIICH CTETIEHH —
B KJIETKAX BHYTPEHHETO yXa 1 B TT0YKaX. B 1muroBumHOI
KeJie3e MEHAPUH HEOOXOAWM IJis PErysIsSIinu TpaHC-
IopTa fonnma yepe3 almuKaJIbHYI0 MeMOpaHy B IIPOCBET
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(bosmkyna, BO BHyTpeHHEM yxe — JUISI TTOIIePKaHMS
OaslaHca MOHOB XJIopua U OukapooHara [4].

K nacrtostimemy BpeMeHU B reHe SLC26A44 onricaHo
6omee 160 myrtammii [10]. Cnekrp (eHOTHMITMYECKUX
MPOSIBJICHUI BapbUpyeT OT HaJWYUs KJIACCUYECKOIO
CII (BpoxXIeHHBI TUTTOTUPEO3, 300 U HEMpPOCEHCOpHast
TYTOYXOCTh) 10 HECUAPOMaJIbHOM moTepu ciayxa [11].

T'en TPO (OMIM # 606765) ObUT KJIOHMPOBAaH B
1987 r. [12]. KogupyeMblii FTeHOM OJHOMMEHHBI 6e10K
cocTouT U3 933 aMUHOKMCIOT U MpeacTaBseT coOoit
JIMMep, MOHOMEPBI KOTOPOTO COENMHEHBI THUCYIbMUII-
HBIMU CBSI3IMU. Kaxknblii MOHOMED CONEePXKUT TeMCBSI-
3BIBAIOIIMI TOMEH, TP BHEKJIETOYHBIX JIOMEHA, TPaHC-
MeMOpaHHYIO CIUpalib U KOPOTKUIA LIMTOIIa3MaThye-
ckuii «xBocT» [13]. TIIO karanusupyer MHepeKHUCHOE
OKUCJIEeHUe Honunaa, HonupoBaHUe TUPO3MHA C MOce-
IYIOIIMM COEAMHEHUEM OCTATKOB MONTHMPO3MHA U 00-
pa3oBaHMEM aKTUBHBIX HOOTUPOHWHOB (TUPOKCUHA U
TpuitoaATUpOHUHA) [ 14].

WnaktuBupyloiye Mytauuu B reHe 7PO IpuBoOJsT
K Pa3BUTHUIO BPOXKICHHOIO TUIIOTUPE03a B COYETAHUH C
yBeauueHueM pasmepoB LK. [TepBoe onucaHue nauu-
€HTa C BPOXICHHBIM T'MIIOTUPEO30M, O0YCIIOBICHHBIM
MyTtalueir reHa 7PO, 6buio omy6aukoBaHO B 1992 r.
M. Abramowicz u coaBt. [15]. Ha ceromHsiuHuii aeHb
onrcaHo 6osee 60 myrauuii B reHe 7P0O, GOJBIIMHCTBO
13 KOTOPBIX JIOKAJM30BaHbl B 9K30HaxX 7, 8 U 9, Koaupy-
JOLIMX TeMCBSI3bIBAIOIINIA JOMEH OeJika [16].

KimHuueckuii ciydaii codeTaHus TSKEJI0ro BPOXK-
JIEHHOTO TUIIOTUPE03a M CHUXKEHUS ciIyXa y YeloBeKa,
00YCJIOBJIEHHBI COCTABHOM reTepO3UTrOTHOM MyTaluei
Q235X/Y453D B rene TPO, Obl1 BHEpBble ONMUCAH B
2006 r. N. Pfarr u coaBr. [17]. CienyeT OTMETHTh, UYTO
MeXaHU3Mbl (DOPMUPOBAHUS HEHMPOCEHCOPHOM TYro-
YXOCTH Mpu MyTanusx B reHax 7TPO u SLC26A4 pa3nud-
Hbl. MHakTHBUpYIomMe Mytanuu reHa SLC26A4 nipu-
BOISIT K U3MEHEHMIO OajlaHCa MOHOB BO BHYTPEHHEM
yXe, TMOBBIIIEHUIO OCMOTUYECKOIO NaBJCHUsI, BCIEMI-
CTBHE YEro pa3BHBaeTCs MajibdopMalus B BUIE HEIO-
Pa3BUTHST YIIMTKU W pacCIIMPEHUs] BECTUOYISIPHOTO aK-
Benyka [4]. Pa3BuTue TyroyxocTu mpu MyTalMsIX TeHa
TPO cBs13aHO ¢ Oe(ULIUTOM TUPEOUIHBIX TOPMOHOB B
AMOPUOHAJILHOM M HEOHATaJbHOM IIepuoiax, Ciel-
CTBHMEM 4Yero SsBJsIETCS 3aMmeljieHue (popMHUpOBaHMS
CTPYKTYP BHYTpeHHero yxa [8].

B 2013 r. K. Johnson 1 coaBT. OLIeHUJIU BIUSIHUE
MyTauuii B reHe 7P0O Ha pa3BUTUE BHYTPEHHEro yxa.
Hdnsa uccinenoBaHusl ObUIM BbIBENEHBI NBE JUHUU MY-
TaHTHBIX MbIlIei (7Tpo tee u Tpo tee-2J). [IpumMeHsiacs
METO/I OTIpeIeICHUS] KOPOTKOJATEHTHBIX CJIYXOBBIX BbI-
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3BaHHbBIX OTEHIMANOB. [Toporu ciyxa y roMO3UTOTHBIX
MYTaHTHBIX MbllEl (tee/tee u tee-2J/tee-2J) ObLIU pe3-
ko noBbieHbl (60—70 nb). I'mcTonornyeckue uccie-
JIOBAaHMSI TTO3BOJIMJIM YCTAHOBUTD, YTO HapYIIIEHUE CITy-
Xa y MYTAHTHBIX MBIIIEH CBSI3aHO ¢ U3MEHEHUEM pa3-
MepoB U (POPMBI TEKTOPUATBHOI MeMOpaHbl U OTCTaBa-
HMEM B pa3BUTHUM apXUTEKTOHUKY BHYTpeHHero yxa [8].

Y Haillero nalmeHTa BBISIBIEHa COCTaBHasI T€TEpO-
surotHas mytauus p.R89X/p.A397PfX76 B rene TPO.
Honcenc-myranmst ¢.265C>T, pacrionoxeHHas B 9K30-
He 4, IPUBOIUT K 00pa30BaHUIO CTOI-KOJOHA B I0JIO-
>XeHuu 89 u BbIpaxkeHHOMY ykopoueHuto 6enka TITO ¢
MOJTHOM TOoTepeil TeMCBs3bIBaIOIIEro noMeHa. Bropas
mytauus ¢. 1181 _1184dupCGGC pacrnoioxkeHa B 9K30-
He 8. Pe3ynbTaToM Takoif MyTallMy TakKxke sIBJsSeTCS 00-
pa3oBaHUe IPEXICBPEMEHHOIO CTOII-KOJIOHA C TOTe-
peil 4yacTu TeMCBsI3bIBaoIlero nomMeHa. Takum oOpa-
30M, MOXHO IIpearoJiaraTb, YTO COYETaHUE MaHHBIX
MyTallMii y MpoOaHma IPUBOAMT K IIOJHOM IOTEpe
(byHKIIMOHAJIBHOM aKTUBHOCTU THUPEOIIEPOKCUIA3HI,
yeM OOBSICHSIETCSI CTOJIb TSDKENIOe TeueHHue 3abojieBa-
HMSI.

3akAloueHue

[pencraBneHHbIe pe3yabTaThl OOCIEIOBAHUS pe-
OeHKa ¢ KIMHWYECKUMHU TIPOSIBJICHUSIMU CUHIPOMA
[Menapena cBUAETENLCTBYIOT O T€HETUYECKOW TeTepo-
TeHHOCTHU JTAHHOTO COCTOSTHMSI M MJUTIOCTPUPYIOT BO3-
MOXHOCTH MCTTOJIb30BaHUSI COBPEMEHHBIX METOIOB MO-
JIEKyJIsIpHO-TeHeThnIeckoro aHanm3a (NGS).

JOIIOJIHUTEJ/IbHASI UHO®OPMALIUSA

Coraacue nangenta. [lanmeHT 106GPOBOIBHO MoaNUcaT UHGOP-
MUPOBAaHHOE COIIacue Ha MyOIMKAIUIO MepCOHATbHOW MEIUIIMH-
cKoii nHhopMaIuu B 00e3IMYEHHOI opme.

Wctounuku ¢unaHcupoBanus. PaboTa BblllOJIHEHA MpU CONEN-
crBuu DoHna nmonnepkku v pa3sutus dunantponuu «KAD».

KoundumkT uHTepecos. ABTOPBI 3asBJISIIOT 00 OTCYTCTBUM KOH-
(rukTa UHTEPECOB.

Yuactue aBropoB: Makpeukas H.A. — koHUenuus u qu3aiiH
WCCIIeIOBAHUS, aHAIN3 TTOJIyYeHHBIX JIaHHBIX, TTPOBEIEHUE MOJIe-
KYJISIDHO-TEHETUYECKOTO MCCIIeIOBaHMsI, HANTMCaHue TeKcTa; bes-
nenkuHa O.b. — c6op marepuana; Yukynaesa O.A. — cOop maTepu-
ana; BacunbeB E.B. — mpoBeneHue MOJIEKyISIPHO-TEHETHUECKOTO
uccienoanus; [lerpos B.M. — npoBenieHre MOJIEKYISIPHO-TEHETH -
yeckoro uccienoanust; enos M.W. — KoHIenmus u qu3aitH uc-
cnenoBanust; TronbmakoB A.H. — KOHIIeTIIUs U TU3aiiH ucciaenoBa-
HUSI, aHAIN3 TIOJYYEHHBIX TAHHBIX, TPOBEICHNE MOJIEKYJISIPHO-Te-
HETUYECKOTO UCCIIeIOBAHMSI.

BaarogaprocTu. ABTOpPHI BeIpaxkaroT 6arogapHocts OoHmy mom-
nepXku 1 pazsutust hunantponuu « KAD» 3a ToMolilb B MPOBEICHUN
HCCIIEeIOBAHUSI.
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CIIACOK COKPAIIIEHU

SDS — k0a(hdUIIMEeHT CTaHTaPTHOTO OTKJIOHEHMUSI
2K — mmroBuaHasg Xene3a

TTT — TMpeoTpONHbBI TOPMOH

BI' — BpoXIeHHBIN TUTIOTUPEO3

MUT - MoHOIOATUPO3UH

JANT — nuitonTupo3uH

TTIO — Tupeonepokcuaasa

CI1 — cunapowm IMenapena

NGS — next generation sequencing
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