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Caxapublit guabdetr (CJI) — pacrpocTpaHeHHOE
3a00JIeBaHME, XapaKTepu3ylolleecs TUMePrIUuKeMu-
eii M COMYTCTBYIOIIMMHU MeTabOJMYECKUMU Hapy-
meHussMu. B oTamune ot Hambojee 4acTo BCTpe-
yarommxcs: mepBoro u Broporo tumnoB C (CH1 u
C12) ¢ monIUTreHHBIM XapakKTEepOM HacJedOBaHUS,
10 5 % xiuuHU4YecKuX (HEHOTUIIOB MUHMMAJIbHO
TTOABEPKEHBI MOIYJIUPYIOIIeMY JeiCTBUIO (haKTo-
pOB OKpYyXXalollleil cpebl W aCCOLMUPOBAHBI, KakK
MPaBWJIO, C HOCUTEIHCTBOM CITEIM(UUECKOTO Ba-
puaHTa ogHoro reHa [1]. MeHaeneBCKUe MOATUIIbLI
caxapHOTro nuabeTa BKIIIOYAIOT OUAabET B3POCIIOTO
tMra y wmojoabix, miau MODY (Maturity-Onset
Diabetes of the Young), HeoHaTaibHBII Auaber, a
TakKe CHUCTeMHbIe CUHAPOMaJbHblE (DOPMBI.

Hanuuue MoHoOreHHo# (opMbl auadeTa MOXK-
HO 3aIlof03pUTh, €CJIM KIMHUYECKUE IPOSIBICHUS
y TMalMeHTa He COOTBETCTBYIOT KJIaCCHUUYECKOM Kap-
tuHe kKak CJ/I1, tak nu CJI2, a MMEHHO: MOJIOJOI
BO3pacT Hayajla, OTCYTCTBHME 3aBUCHUMOCTU OT WH-
CyJIHA, OTCYTCTBUE TUTPOB AHTUTE] K OCTPOBKAM
MMOKEIYIOYHOM 3KEeJIe3bl, OTCYTCTBHE OXUPEHUS
WIN OPYTUX TIPU3HAKOB PE3MCTEHTHOCTU K MHCYII-
Hy, a Takke ceMmeliHbrii anaMHe3 CJI B HeCKOJBKMX
MMOKOJIeHUsAX [2, 3].
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BepudnimpoBarh y manmeHTa MOHOTCHHYIO
dopmy CJI BO3MOXKHO TOJBKO TIPU TIPOBEICHUM
MOJIEKYJIIPHO-TEeHeTMYeCKOro aHaiu3a. Ha ocHoBe
JAHHBIX O MexaHu3MaxX (hOPMUPOBAHUS MEHJIEJIEB-
ckux noaTtunoB CJI pa3pa®oTaHbl aJTOPUTMBI 10
BBISIBJIGHUIO TaKUX MalMEeHTOB, CHOPMUPOBAHBI
MepCOHAIM3MPOBaHHbIE ITOAXONbl K HAa3HAYECHUIO
caxapocHMxaruux npenapatos [4]. MHTerpupona-
HUE B MPaKTUYECKYI0 MEIMIUHY METOIOB CEKBe-
HupoBaHus HoBoro mnokojeHus (Next Generation
Sequencing, NGS) mo3BojisseT ObICTPO U TOYHO BBI-
MOJIHATh IMArHOCTUKY, KOPPEKTUPOBATh JICUCHUE,
BBISIBJISIT TPYIINIBI pHCKa M IIPOBOAUTH DPAHHIOI
popUIaKTUKY 3a00JIeBaHUS M €TI0 OCIIOXKHEHMI [5].

Ienp. BrisBIeHMEe TeHETMYECKMX BapUaHTOB,
OTpeNeISIoNINX Pa3BUTHE 3a00JIeBaHUsI, C UCTIOJb-
30BaHUEM BBICOKOTEXHOJIOTUMHOTO CEKBEHMPOBA-
HUS HOBOro mokoyieHus y 280 mauueHTOB ¢ aua-
rHo3oM CJ ¥ KIMHWUYECKMMM MPU3HAKaMU MOHO-
reHHoro tumna CJI.

Marepuan u ™etombl. CeKBEHMpPOBaHME HO-
BOTrO MOKOJEHHUs mnpoBeaeHo y 280 mpobaHIOB ¢
nuarHo3oM CII M KIMHWUYECKMMHU MpU3HAKaMUu
MODY-auabera ¢ mnocieaywolleil Bepudukalyei
O0OHapy:KeHHBIX BapUaHTOB IIPSIMBIM aBTOMAaTHue-



Mamepuanv: Bmopoii Poccutickoti kongepenyuu ¢ mexncoyHapoOHbiM YUACMUEM. ..

CKMM cekBeHMpoBaHueM no CoaHrepy. B maHHoMm
HUCCIEIOBAHUM MCIIOJIb30BaHbl 3K30MHOE CEKBE-
HUpoBaHUe [6] u pa3paboTaHHas HaMU TapreTHas
MmaHeJ b reHOB. B TapreTHyro maHelb BKJIIOUEHBI KO-
NUPYIOIINE YYACTKU W TIPUJIETAIOLIME CAUTHI CIUIa-
CMHTa TCHOB, aCCOIMMPOBAHHBIX C MOHOTCHHBIMU
¢opmamu caxapHoro nuabeta. [Tocnenyronuit 6ro-
VH(POPMALIMOHHBINA  aHANW3 TPEACTaBIsI  CcOOOM
ynanenue [T P-aynivkaToB, MOMCK OJHOHYKJIEO-
THUIHBIX BapuaHTOB ¢ Tomolmbio Genome Analysis
Toolkit v.3.3 1 ux aHHOTAIMIO C WCMOJb30BaHNEM
nporpaMmMbl ANNOVAR. Takxke ObUIM KCITOJB30-
BaHbl JaHHble 0a3 gnomAD, ClinVar u y4teHbl Ju-
TepaTypHbIE JaHHBIE.

Pesynbratel. Y 51 mpobanma usz 280 oOHapy-
JKE€HbI TaTOI€HHbIE U BEPOSITHO MaTOI€HHbIE paHee
OINMCaHHbIE M HOBbIC BapuMaHThl B reHaX, aCCOLIMU-
poBaHHBIX ¢ MODY-n1uaberoMm. 3aMeHbl BbISIBICHbI
B reHax GCK, HNFIA, HNF44A u ABCCS. Kpome
9TOr0 OOHApPYXXEHBI OMMCAHHBIC paHee peAKue Ba-
puaHThl B reHax WFSI (KomupyeT TpaHCMeMOpaH-
HBIII OeloK Bosib()paMUH) Yy OAHOTO MAllMeHTa U
TRMTI0A (xonupyet 6enok TPHK meruntpancde-
pa3bl 10 romoiora A, TIpUHAIEXAIIUNA K CeMei-
ctBy TPHK (ryanun-1-)-metunrpancdepas) Takxe
Yy OIHOTO TIallMeHTAa.

ITokazaHo, YTO MOJIEKYISIPHO-TE€HETUIECKOE TEC-
THPOBaHWE SIBJISIETCS OBICTPBIM M HAIEKHBIM CITOCO-
00OM OMarHOCTUKM MoHoreHHbIX (opm CJI, B oTiau-
yne ot CI1 n CH2. I'eHeTMYeckoe TeCTUpOBaHUE B
CeMbsIX MPOOAHIOB TMO3BOJIMJIO BBIIBUTbH HOCUTENIEH
MyTallMii CpeAu WX POACTBEHHUKOB C ILIEJbIO IIPO-
BelIeHUS MEPBUYHON MPOMUIAKTUKN Y OECCUMITTOM-
HBIX HOCHUTEJIEH MaTOTeHHBIX BapHaHTOB.

3akmouenne. [lpencrtaBieHHOE wucCClIeTOBaHUE
JNIEMOHCTPUPYET TEPCIEKTUBHOCTh MOJIEKYISIPHO-
TCHETUYECKOTO TECTUPOBAHMSI IIAIlMEHTOB C Ce-
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meitHpIMu opmamu CJI ¢ TTOMOIIBIO TEXHOJIOTUM
CEKBEHUPOBAHUS HOBOTO mMokojeHus. [lepconanu-
3UPOBAHHBII TIOAXON K JAMArHOCTUKE U JICYCHUIO
OCOOEHHO BaXKeH TIPU BBISIBICHUM HEKJIACCUYECKO-
ro teueHus CJI y JHII MOJOIOTO BO3pacTa.
DuHaHcupoBaHHe. BHICOKOTEXHOJIOTMYHOE CEK-
BEHUPOBAHME HOBOTO MOKOJICHUSI YaCTUIHO BBITIOJ-
HeHo mpu nomaepxke mpoekra FWNR-2022-0021.
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Hens. [Ipoananu3mpoBaTh BAUSIHUE KIMHUKO-
aHaMHECTUYECKUX, J1abopaTOPHO-UHCTPYMEHTAIb-
HBIX T10Ka3aTesiell U UX COYETAHUI Ha PUCK PA3BU-
TSl TUpeoTokcnueckoit kapauomuonatuu (TTK).

Marepuan u metoabl. B umcciemoBaHue BKITIO-
yeHbl 113 xeHmmH 25—60 JeT ¢ AuarHo3om «bo-
ne3nb I'peitca» (BI) (54,0 % (n = 61) co cpenHei
cTerneHblo Tsekectu, 46,0 % (n = 52) — ¢ TsKesoi

CTEIIEHbIO), TOCTYIUBILIKE Ha OIEpaTUBHOE Jieue-
HUE B OTAEJIEHUE OSHIOKPUHHOM xupypruu. dmn-
TeJIbHOCTh TeueHus1 BT co cpemHeil cTeneHbIO TH-
peotokcuko3a (TT) B momomom Bo3zpacte — 18,5
(14,0; 20,0) mecseB (Mmemmana (Q1; Q3)), B cpen-
HeM Bo3pacte — 19,0 (15,0; 21,0) (p = 0,51), ¢ Ta-
xkenoit creneHbio TT — coorBeTcTBeHHO 25,0 (18,0;
30,0) m 25,0 (20,0; 31,0) mecsueB (p = 0,51). Ha
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