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AHHOTanMs

Heonaranbnbiii caxaphbii nuaber (HCH) — peakoe MoHOreHHoe 3abosieBaHMe, XapaKTepU3YIOIeecss HapylleHHeM
yIJIEBOOHOTO OOMeHa, MaHW(eCTHUDYIOUIMM B TiepBble Mecslbl >KU3HW. OCHOBHBIMU TIPOSIB/IEHUSIMM SIB/ISIFOTCSI CTOMKast
TUMEepIIMKeMUs] YW TUIIOWHCY/MHEMHs, YKasblBalolljle Ha HeJOCTAaTOYHYH0 MPOJYKLMIO WIM CeKpeLI0 HHCY/IWHA
MOZKeyAouHOH >kesie3oi. OgHolt u3 dopm HC/I siBisieTcst TpaH3UTOPHAsi HeoHaTtasibHast opma caxapHoro auabera (THCH),
JJ1s1 KOTOPOH XapakTepHa reHeTHUecKasi FeTepOreHHOCTh M PaHHHUM /1e00T B HeOHaTa/IbHOM T1epHojie (TIepBble JHU UK HeleTH
u3HH). OTmmurTenbHOR ocoberHocTbio THC]T siBsieTcs: e€ mpexosiiyii XapakTep: THIepIyIMKeMHUsi OObIYHO pa3peraeTcs B
MJIafleHueCTBe, O[HAKO COXPAHSeTCsl 3HAUNTeTbHBIA PHCK TTOC/Ie/[YIOIIero pely/ivBa B IeTCKOM WM TI0POCTKOBOM BO3pacTe B
BHUJIe TIOCTOSHHOM (opMbI caxapHOro auaberta. B Hacrosiieid craThe MpPe/ACTAaB/AeH KIMHUYECKUH Cydail TPaH3UTOPHOM
hopmbl HeoHaTanbHOTO caxapHoro guabera (THCII). B xoze ucciefoBaHus y MaljdeHTa Ol BbISBIE€HBI OOUIMPHbIE YUaCTKU
TOTepH TeTepo3WrOTHOCTM B O0OMX TMjledax XpOMOCOMBI 6, UTO VKa3blBAeT Ha BBICOKYIO BEpPOSITHOCTb HaIMuMs
OJHOPOAWTENbCKOM JWCOMUM TI0 JaHHOM XpOMOCOMe, K/IMHWYeCKUMM IMIPOSIBJIEHUSIMU KOTOpOH SIBJISIFOTCS: 3a/lepikKKa
BHyTpUyTpoOHOTro pazsurus, THC/I, makpornoccusi.

KiroueBble ¢/10Ba: caxapHblii ivabeT, HeoHaTasbHBIN [uabeT, TpaH3uTOpHast hopma.
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Abstract

Neonatal diabetes mellitus (NDM) is a rare monogenic disorder characterised by impaired carbohydrate metabolism,
which manifests in the first months of life. The main clinical traits are persistent hyperglycaemia and hypoinsulinaemia,
indicating insufficient production or secretion of insulin by the pancreas. One form of NDM is transient neonatal diabetes
mellitus (TNDM), which is distinguished by its genetic heterogeneity and early onset in the neonatal period (the first days or
weeks of life). A distinctive feature of TNDM is its transient nature: hyperglycaemia usually resolves during infancy; however,
there remains a significant risk of subsequent recurrence in childhood or adolescence in the form of persistent diabetes
mellitus. This article presents a clinical case of transient neonatal diabetes mellitus (TNDM). During the study, extensive
regions of loss of heterozygosity were identified in both arms of chromosome 6, indicating a high probability of uniparental
disomy on this chromosome, the clinical manifestations of which include the following: intrauterine growth restriction, TNDM
and macroglossia.

Keywords: diabetes mellitus, neonatal diabetes, transient form.

BBepenue

HeoHaranbHbIM caxapHbIM JuabeT — peikoe reHeTHYeckKoe 3aboseBaHue, BCTpevaroleecs ¢ yactoroii ot 1:300 000 no
1:400 000 HOBOpOXXAEHHBIX [1]. XapakTepHbiM rpusHakoM HC/I siBisieTcsi Hanuuue TUTIEPITIMKEMHM, KOTOpasi BO3HUKAaeT B
OCHOBHOM [I0 6 MecsiL|eB KU3HU. ['unepriukemMus CBsi3aHa C HeJOCTaTOYHBIM KOJMUeCTBOM LIUPKY/IUDPYIOLIEr0 MHCY/IMHA WIN
€ro OTCYTCTBHEM BOBCe. BBIIE/ISIFOT TPAH3WUTOPHYIO W TEPMaHeHTHYIO0 (OpMbI HeOHATaJbHOTO caxapHoro nwabera [2].
TpaH3uTopHass ¢opMa HeOHaTa/lbHOTO CaXapHOro [JuabeTa XapaKTepu3yeTCs HapylIeHWeM TMpPOAYKLWHM HWHCY/IMHA,
pa3BuBaroIeiics mocne poxaenus [1], [2]. Ero mons cocraBnser 50-60% HeoHaTasbHOrO caxapHoro auabera. THC/
XapaKTepu3yeTCs PaHHUM [1e0I0TOM BCKOpe TIOC/Ie POXK/AeHWs W TIOC/IeAyolleld CTIOHTaHHOM peMHCCHel B MilaJieH4yecTBe.
Hecmotpst Ha 370, 3aboseBaHMe MMeeT PUCK peljUAvBa ¢ TpaHc(opmalyel B MOCTOSHHYHO (opMy caxapHoro auabera B
JleTCKOM WJIM I0HOIleckoM Bo3pacTe [3]. [JaHHoe 3aboneBaHre MOKeT UMETh CIIOpaJuieCcKUi WM Hac/aeACTBEHHbIN XapaKTep.
B 6onbimHcTBe cnyuaeB (okono 70%) THCH cBsizan ¢ HapyuieHusimu B jokyce TNDM Ha xpomocome 6q24, yacto
BK/TIOUAIOLIMMUA aHOMa/IMd TeHOMHOTO WMIpUHTHHTA [4]. OfHako, B ocTanbHbIX ciydasx npuurHoit THCI moryT 6bITH
MyTaluu B Apyrux reHax, takux kak KCNJ11 u ABCCS8, kogupytomiux cyobeanHuiibl AT®-3aBUCHMBIX Ka/TUEBbIX KAHAIOB
(KATP — kaHasbl) B OeTa-K/IeTKax MmofyKemynouHoi xene3sl [1], [5]. B pegkux ciydasix STHOOTHUECKAM (PaKTOPOM Pa3BUTHS
THC/, sSB/IAIOTCS MyTalliy B APYTHX TeHaX, B 4acTHOCTH, B reHax HNF1B u INS (reH, KOJUPYOU[UM MPenporHCyIuH) [5],
[13]. Tpausutopneiii HCI, cBsizaHHBIA C aHOManusMu Jjokyca 6q24 (TNDM-6q24), MoxeT ObITb 0OOYyC/IOB/IEH Tpems
OCHOBHBIMU reHeTU4YeCKUMU MeXaHU3MaMU:

1. OTLOBCKasi OAHOPOAUTENbCKasi U304UCOMHSI XPOMOCOMBI 6: Ha/luuue [BYX KOMMUI XpOMOCOMBI 6, yHacaeJOBaHHbBIX
TOJIBKO OT OTLia, 6e3 MaTepHHCKOTO BK/Ia/ia;

2. Oyrmukauuu obnactu 6q24, yHac/ie/[JoBaHHbIE OT OTI[A: YBeJIMUEHHUe Unc/ia KOTUM OTIIOBCKOM 0bnactu 6q24;

3. JedeKTsl METUIMPOBAHUS MaTePUHCKOM XPOMOCOMBI: HapylleHWe HOPMajbHOTO TaTTepHa MeTU/TUPOBAHUS B 00/1acTh
WMIPUHTHHTA 6424, IpYBOAsIIee K HapyIIeHHI0 KCIipeccuy reHoB [1], [6].

TouHbIli MexaHH3M, MOCPeJCTBOM KOTOPOro aHoManuu 6424 mpuBoaar K passutvio THIM, ocTaeTcss He MOHOCTBIO
BBISICHEHHBIM. B JaHHOI 06/1acTH XpOMOCOMBI pacIiofiokeHbl fiBa reHakangugara: ZAC u HYMAI [7]. ZAC (Zinc finger
protein, Apoptosis regulator and Cell cycle arrest regulator), Takxe usBectHolii kKak PLAGL1 (Pleomorphic Adenoma Gene-
Like 1) — perynsiTop TpaHCKPMIILIUM, KOTOPBII y4acTByeT B Pery/sl{MM aronTo3a U OCTAHOBKHU K/IeTOUHOro LiuKaa. OH TaKkxe
SIBJISIETCSL PEry/sITOPOM peLienTopa 1-ro Twma [ aKTUBUPYIOIIEro aJieHWIaTiuKiasy nomunentyga rurnogpusa (PACAP),
KOTOPBIN WrpaeT KIIOUEBYIO pO/b B peryasiuu cekperwn uHcymmHa [1], [7]. HYMAI (Hydatidiform Mole-Associated and
Imprinted transcript) — pnuHHas Hekogupyromasi PHK, ¢yHkuus kotopoi B HacTosiiee Bpems HensBecTHa [7]. AT®-
YyBCTBUTe/IbHBIE KajveBble KaHanbl (KATP-kaHasbl), Takke M3BeCTHble Kak KaHasibl Kir6.2/SUR1, npexacraBnstoT coboi
reTePOOKTaMepHbIe KOMILIEKCHI, C()OPMHPOBAHHbIE YETHIPbMS MOpooOpasyommmu cyobegunuamu Kir6.2 (KogupyeMbIMH
reHom KCNJ11) u ueTbippMs peryiastopHeiMu cyobeauHuniamu SUR1 (kogupyembiMu reHom ABCCS8) [3]. KATP-kanan
urpaet KJIFOUeBYIO POJIb B IVIFOKO303aBUCUMOM peryJsiliuy CeKpeLiy HHCY/IMHA B-K/IeTKaMU Io[pKeayAouHol enessl [8], [9]. B
(hU3MOIOrMUeCKUX YCIOBUSIX, NMPU HU3KUX KOHLIEHTpaLUsX IVIIOKO3bl B KpoBH, KATP-kaHaibl HaXofsATCS B OTKPBITOM
(akTUBHpPOBaHHOM) cocTosiHUM (puc. 1). VIX aKTUBHOCTb TOAJep>KUBaeT TUIePII0JIIPU30BaHHbIN TOTeHL[Masl ITOKOsT KJIeTOUHOM
MeMOpaHBbI, UTO MPEMsATCTBYeT CeKPeLu NHCY/MHA.

[ToBeIlIeHHe YPOBHS IVIOKO3bI B KPOBHM CTHMYJ/IUPYET yCHJIEHHOe TIOCTYIUIEHHe IVTIOKO3bI B [-KIeTKH. BHyTpu KieTku
[JIIOKO3a TOABepraetcss MeTaboiM3My B XOZe TVIMKO/IM3a, UTO TIPUBOAWT K YBEIWUEHWIO BHYTPUK/IETOYHOTO COOTHOLIEHUS
AT®/AND [1], [8], [9], [10]. Beicokuii ypoBeHs AT® BbI3bIBaeT 3akpbiTve KATP-KaHa/moB (MHTHOMpOBaHWE). 3aKphITHE
KATP-KaHa/OB TIPUBOAUT K CHIDKEHWIO TIPOHUI[@eMOCTH MeMOpaHbl /s MoHOB Kamusi (K+), BBI3bIBast /lemosisipu3ariuio
KJIeTOUYHOW MeMOpaHbl. /[leronspusanysi akTHUBHUDYeT IOTeHI|Mai-3aBUCHMble Ka/blieBble KaHajbl, YTO IIPUBOJUT K
MaCCUBHOMY TPUTOKY MOHOB Kaniblus (Ca2+) B [(-KieTky. IloBblilleHre BHYTPHK/IETOUHOM KoHUeHTparuu Ca2+ siBiseTcs
TPUTTEPOM [JIsi 3K30LMTO3a Be3UKY/, COZEepKalliUX HHCYAWH, W TOC/eAYIOLIero BhICBOOOKAEHUS WHCY/IMHA B KPOBOTOK.
Hapymenuss ¢yukiun KATP-kaHasma, TMPUBOJSIIME K €r0 aKTHUBALUM (TIOCTOSIHHO OTKPBITOMY COCTOSIHHIO), OJIOKMPYHOT
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[JTFOKO303aBUCUMYI0 CeKpeLMi0 MHCynIuHa. B stom cnyuae, kaHan KATP nepecraer pearpoBaTh Ha U3MEHEHUsI YPOBHSI
[JIIOKO3bI, UTO TPUBOAWUT K HAapPYILIEHUIO [IeNo/sspu3aluy MeMOpaHbl W, CJe[0BaTe/bHO, K HECIOCOOHOCTH [-KIeTOK
CeKpeTHpOBaTh WHCY/IMH B OTBET Ha TOBLIIIEHHWe YPOBHS T/MOKO3bI B KpoBu [3], [8], [9], [10]. KnuHMYecKy TpaH3UTOPHBINA
HC/l, BbI3BaHHBIM aHOMamusaIMH 624, XapakTepu3yeTcsl CAeAYIOUIMMUA OCHOBHBIMU TPOSIBJIEHUSIMH:  3aZIep>KKOU
BHYTPHUYTPOOHOTO pa3BUTHsI, TMITEPIVIUKEMUEH, MaHU(beCTUPYIOIeH B HeOHAaTa/IbHOM TIEPHO/ie U CITOHTAHHO Pa3peliaroieics
K 18 mecsiam xu3Hu, 00e3BOKMBAaHHMEM W OTCYTCTBHEM KeToaljo3a [4]. Peke MOXKET COINPOBOXKAATHCS THUIIOTOHUEH,
BPOX/|eHHBIMU [TOPOKaMH Cepjlia, [JIYXOTOM, HEBPOJIOTMUeCKUMH HapyLIeHUsIMU, BKJIHOUasi STUJIETCHI0, TIOPOKAaMK Pa3BUTHUS
ToYeK, MyTouHON TpbbKel U Makpornoccueit [1], [4], [5], [6]. T'unepriukemus, Kak mpaBuio, MaHU(ecTUPyeT B TeueHHe
MepBOY HeJie/Iv >KU3HU U [JIUTCS B CPEAHEM TPU MeCsla, O[JHAKO MOXKET MePCUCTUPOBaTh U Oosee ropa. Ha Haua/mbHOM 3Tarie
00bIYHO TpebyeTcst MUHCY/IMHOTEeparysi, MOTPeOHOCTh B KOTOPOH MOCTENIEHHO CHHXKAETCS 10 MePe BOCCTAHOB/IeHUs (QyHKIMH [3-
KJIETOK TTO/PKeJTYI0UHOM yxee3bl. [lepruouueckie 3mu30/bl TUMIEPITMKEMHUHM MOTYT BO3HHUKATh B IETCKOM BO3pacTe, 0COOEHHO
Ha (OHe WMHTEePKYPPEHTHBIX 3abo/eBaHuii. B OTja/eHHOM MepHOfe CYILEeCTBYeT PMCK pelyAuBa CaxapHoro auabera B
TIOJJPOCTKOBOM WJTH 3PEJIOM BO3pacTe.
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Pucynoxk 1 - Perynsiuys ceKpeLuy MHCY/TMHA B-K/IeTKaMU TIO/Ke TyI0UHOM >KeJre3bl
DOI: https://doi.org/10.60797/IRJ.2026.171.63.1

Upentrdukanuss reHeTUdeckoro Jedekra T03BO/SET ONTHMHU3MPOBaTh TEPaNvi0 TPAH3UTOPHOTO HEOHATa/lbHOTO
caxapHoro guabera (THCH). Tak, mpu obHapyeHun mytauuii B reHax ABCC8 wim KCNJ11 moka3aHO Ha3HaueHHe
TIPernaparoB Cynb()OHWIMOUEBHHBI, KOTOPbIe JEHCTBYIOT MyTeM CBSI3bIBAHUS C perynsatopHod cybowemunuieir SUR1 KATP-
KaHasoB. B pe3ynbrare, mpumepHo B 90% CilyuaeB TPOMCXOAUT WHrMOMpOBaHWE KaJMEBOrO KaHaja W BOCCTAHOBJIEHUE
(usmonoruueckoi cekpery MHCY/IMHA B OTBeT Ha IOCTYIUIEHHE IVIFOKO3bl. B HacTosiiee BpeMsi IIPOZ,eMOHCTPUPOBAHO, UTO
JieueHWe TIPOM3BOJHBIMU CyTbGOHUIMOUEBUHBI 00eCreurBaeT Jiyuilee MeTaOO/MMUeckoe paBHOBeCHe, UeM HHCY/IMH,
HOPMaJIM3ysi YPOBeHb IUKMPOBAHHOIO TeMOITI0OMHA, MPU 3TOM 3HAUMTENbHO CHWXKas YaCTOTy THUIIOIVIMKEMHM B CTydasx
HeoHartanbHOro Auabera ¢ ABCC8 i KCNJ11 myTtatumsamu [11]. TIpumMeHeHHe WHCY/TMHOTEPATWH SIBISIETCS ONPe/eIsTIOIUM
KOMIIOHEHTOM KOHTDOJIsi TUIepriMkeMun B octpoi ¢ase THCI, cBf3aHHOrO C aHOMa/qWsMH B JIOKyce 6q24. Y
HOBODOXX/EHHBIX U JleTell paHHero BO3pacTa peKOMEeHJYeTCs MWCIO/b30BaHUe KCK/IIOUYNTENbHO — YesloBeyeCKHX
pPeKOMOVHaHTHBIX (OpM HHCY/IHHA. 3aMeCTUTe/IbHas Teparnysi WHCYIWHOM Y MJIaZieHLIeB MOXKET OCYIIeCTBIATHCS [BYMs
OCHOBHBIMHM criocobamu: (pakLMOHHOe BBefeHHe (IIpefriosiaraeT HEeCKOTbKO WHBEKIWH WHCyIMHa B TeueHHe CYTOK);
HerpepbiBHAs TOAKOKHast uHQYy3us wuHcynuHa (HIIIIM) — obecrieuMBaeT HeNpepbIBHOE BBEJEHHWE WHCYIMHA C
WCIIONB30BaHWEM WHCYIWHOBOW moMmnbl [12]. BBuAy peAKOCTHM [AaHHOW TIaTOJIOTHM, MBI TIpe/CTaBisieM COOGCTBeHHOe
K/IMHUYeCKOoe Hab/ofieHre TPaH3UTOPHBIN OPMBI HEOHATATLHOTO CaxapHOro JuabeTa.

OT 3aKOHHOTO TMpPEACTABUTE/NS TIalJUeHTa TIOJyYeHO MUCbMeHHOe WH(OPMUPOBAHHOE COIVIaCHe Ha MyO/MKaLUio
TepCoHaILHOM MeULIMHCKON MHpOPMaLMK B 00e3/TiueHHON Gopme.

OnucaHue KJIHHAYECKOT0 CIydast

AnamHe3 >xu3HU: peOeHOK OT 2-ii GepeMeHHOCTH, pofbl CPOuHble B 37 Heflielb recTaldu MyTéM onepanyu Kecapesa
ceuenusi. Bo Bropom TpuMecTpe (Ha 24-ii Hejesie TeCTalMM) TeueHWe OEPEeMEHHOCTH OCIOKHUIOCh WH(EKI[MOHHO-
BOCIA/IUTE/IbHBIM TIPOLIECCOM HIDKHHUX OTZE/IOB II0JIOBBIX NyTei: ObUIM JMarHOCTHPOBAHBI ypearia3MeHHBIN LIepBULUT U
KaHJWZO3HbIA KOJBMUT. IlalMeHTKa ToJjiydyana KypC STHOTPOITHOW aHTHOAKTepralbHOW M IMPOTUBOTPUOKOBOW Teparuu
(mxosamunH [Bunbnipaden], HaramuuuH [I[TuMadyLuH], a TakKe MeCTHbI KOMOMHWPOBAHHBIN TperapaT HeOMHLMH -+
HUCTaTUH + nomMMUKerH B [TlomwkuHakc]). B Tpetbem TpuMecTpe, Ha 34-i1 Heflerne recTalyH, 0 JAHHBIM KOMITIEKCHOTO
JWHAMHUeCKoro o0c/efoBanus Obla MarHOCTHPOBaHa MjlaljeHTapHasi HeOCTaTOYHOCTh B CTauK cyOkommeHcaryi. Ha stom
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thone chopmupoBancs cUHAPOM 3afep>kku passutus rioga (C3PIT) III crenenu Tsokectu (mo3gass dopma). [Ipu poxkaeHuu:
poct — 46 cm, Bec — 2080r, o mkane Anrap — 8-9 6a/ioB. BpoxkieHHbIe aHOMaIMK: MaKpOIIOCCHs], TIOTIePeyHasi CKIaZKi
nafjoHd. B mepuozse paHHeH ajanTalMid COCTOSHUE TsDKENOe, OOYC/IOB/IEHHOe K/IMHUKOW CHHZPOMA  3aJiepKKH
BHYTPHUYTPOOHOTO pa3BUTHS /10, AbIXaTeJbHOM HeJ0CTaTOUYHOCTBIO 2-U CTemeHH, Makpornoccreil. K rpyau mpuioxeHa
cpasy, rpy4HOe BCKapM/IMBaHUe B TedeHUe 5 [JHell, fasee niepeBefieHa Ha NMTaHWe yepe3 Ha3oracTpasbHbIi 30H7 (B TeueHUe 2
HeJieslb).

Pogureny He COCTOAT B KPOBHOM POZCTBe, PYCCKYe 10 HaljMoHabHOCTH. HacecTBeHHBIN aHaMHe3: caxapHbIi quabet y
JeNyLIKA 10 JIMHUMA OTLa. XPOMOCOMHBIM MUKPOMAaTpUUHbIM aHaad3 pOAUTENsIM Ha TeKylljeM STare He BBIMOJHSICS.
ITpoBesieHHe  MOJEKY/ISIDHO-TEHETHUECKOT0  00C/ieJlOBaHUsSI ~ CYNPY)KeCKOH — Tapbl  3alUIaHMpPOBaHO B paMKax
CIeLMaM3UPOBAaHHOI0 KOHCY/IETUPOBAHHUS TIPU TIOATOTOBKE K CJiefyrolieli 6epeMeHHOCTH.

AnamHe3 3a00/eBaHUs: Ha 2 CYTKW >KW3HU BIIEpBble BbIsSBIEHA TUMeprIUKeMus 19,7 MMonb/, ¢ 7 CyTOK Hadara
BHYTPVIBEHHasi MHCY/IMHOTeparusi (AKTpary/l) B HeNpephiBHOM pekuMe depe3 juHHoMar. Ha ¢onHe mpoBogymMoi Tepamuu
KomeOaHUsi TJIMKeMHWH COXPaHsIMCh, MaKCHUMasrbHOe TIOBbIleHHe rukemMud 20-49 mmonb/n. B cBsism c oTcyTCcTBHEM
KOMIIEHCAL[MM YIJIEBOAHOr0 oOMeHa Ha (hoHe MHCY/IMHOTepanuy pebeHKy Oblia IpoBefieHa TeleMeAWLIMHCKash KOHCY/IbTalus,
pekomeH/10BaHoO JieueHue B PIIKB ®I'AOY BO PHUMY wum. Iluporosa H.M1. M3 Poccuu r.Mocksa. I1o TsokeCcTH cOCTOSHUS
pebeHok B 1 mecsy 5 gHelt 0bw1 rocniuranusupoBad B OPUT PIKE r.Mockea, rje npoBouiachk MH(Y3UMOHHO-KOPPUTHPYOLIAst
Teparvisi, B/B MH(Y3HUsI aHATIOTOM MHCY/IMHA Y/IBTPAaKOPOTKOTO fieiicTBUsi Xymaror. [Tocsie cTtabunysauuu coCTosHUSL peGeHOK
repeBefileH B SHAOKPHMHOJIOTMUECKOe OTzeneHWe. Hauato mnofkokHOe BBeJeHHWEe WHCYAMHA XyMasor, IpOBefieH Kypc
VH/IUBU/ya/IbHON MeJUIIMHCKOW peabunuTauyu. 3a BpeMsi HaXOXK/eHHs B CTaljoHape Ha (hoHe HOpMasM3al[iy ToKa3aresie
[JIMKEMUM TIPDOBOJW/IOCH TIOCTereHHoe CHWKeHWe [Jo03 uHcynuHa (ot 0,6 EJI/kr) pgo monHol oTmeHbl. [lokasaresb
[IMKMPOBAHHOrO TeMOIIOOWHA Ha MOMeHT mocTyrieHusi B PIKB r.MockBa Obl1 HECKOJILKO TOBbIlEH (6,7%), moc/ie 4ero
TroKasaTesy OblIM B Npefiesiax HOPMbL. Takke Ha MOMEHT IIOCTYIUIEHUs Obljla BbIsSIB/IEHA aHeMusl HeyTouHeHHOro reHesa (HGB
— 77 r/n). Pa3BuTHe aHeMHUecKOro cuHjpoma Obui0 00yC/IOBIEHO IeprHATaAbHOM T'MIOKCHel, pasBHBLIeiics Ha (oHe
CHH7ZIDOMa 3aZlePKK{ BHYTPUYTPOOHOTO Pa3BUTHs II0AA U XPOHUUECKOH (peTornarieHTapHOM HeJocratouHocTy. [IpoBoarnack
reMoTpaHc(y3usi SPUTPOLIUTApHOM B3BeCH, IOCIe Yero Habmofanach TOJIOKUTE/NbHAs [AWHaMUKa. KeTo3 Ha MOMeHT
TMOCTYIUIEHUS] U BBINIMCKU OTPHLIATE/IBHBIN, UTO SIBJISIETCS OJHWAM M3 1ab0paTOpPHBIX TIPU3HAKOB HeoHatajbHoro CII. 3a Bpemsi
TOCITUTA/IM3aLUM OTMeuasnach BbIpa)KeHHasl TOJIKUTe/IbHAs AWHaMUKa, rpubaBka B Bece cocraeuna 400 rp. Ha momeHT
BBINTMCKY TI0Ka3aTesM YPOBHS IVIFOKO3bI B TIpeJiesiax HOPMbI, MHCY/IMHOTepanusi Obuia orMeHeHa. Hanbosee BbICOKWI ypOBeHb
TroKa3saresisi IJIFOKO3bl B KpoBU — 33,6 MMoyib//1 (puc.2). TaneHTka A. BoinucaHa ¢ PAKB r.Mocksa B 1 mecsiiy 20 axeld. bbuia
B3ATa KPOBb Ha IeHeTHMYeCKOe HCC/e[j0BaHUe, NPU IOAy4YeHUH pe3y/bTaToB KOTOPOro BbIsiB/IEHAa MyTalus B 6 xpomocome
(obHapy)keH NaToreHHbIM yJYacTOK IOTEPH reTepOo3UrOTHOCTH [JIMHHOTO (q) Ijieua XpOMOCOMBI 6 M KOpOTKoro (p) Ivieya:
KJIMHUYe CKUMU TIposiB/ieHusiMU dero siBiisitotest 3BYP, THC/I 1 makporioccusi).
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PucyHok 2 - I'mikeMyye ckuii Tpodusib Npu ocTyruieHnu U Beinuckul B PIKE . MockBa
DOI: https://doi.org/10.60797/IRJ.2026.171.63.2

IIpumeuanue: npogpuib 2aukemuu c(hOpMUPOBAH HA OCHOBAHUU Pe3Y/bMAMO8 60CbMUKPAMHO20 CYMOUYHO20 KOHMPO/S YPOBHsL
2/110KO3bl KANWLASAPHOU Kposu

[TatenTka A. B 4 mMecslia )XKWU3HU HaxOAW/Iach Ha CTALMOHAPHOM JieUeHUWH B XxupyprudeckoM otaesiennd PIIKE ®TAQOY
BO PHUMY wuwm. [Tuporoea H. . M3 Poccuw, rjje 6bl1a npoBeieHa KIIMHOBHU/HAST Pe3eKIUs 3bIKa.

B 10 mecsitieB >xu3HU ObliIa IOBTOPHAsI T/IAHOBAsi TOCIIUTAIMU3ALMs B SHAOKpUHOornueckoe otaenenve PIIKE ®TAOY BO
PHUMY wum. TluporoBa H. M. M3 Poccuu T. MockBa: TPOBEAEHO CKPUHUHIOBOE 00C/e[0BaHHe, KOHCY/JBTUPOBaHA
HEBPOJIOTOM, OKY/IUCTOM, [JEeKOMIIEHCAlMU YIJIeBOJHOrO0 OOMeHa He BbisiBjieHO. Ha OCHOBaHMM JaHHBIX 00C/Ief0BaHUS,
reHeTHYeCKOro UCC/Ief0BaHus h3MeHeHa (OpPMY/IMPOBKA JUarH03a — HeOHaTa IbHBIM caxapHbIH AuabeT, TpaH3UTOpHas GopMa,
o0yc/ioBneHHast aHoManvel okyca 6q24 (Torepsi reTepo3UroTHOCTH XPOMOCOMEI 6), dha3a KJIMHUKO-1ab0paTOpHO peMHCCHH.
LeneBoii ypoeHs HbA1c < 6,5%.

Pe3ynbmambl ¢pusukanbHO20 U 1a60pAMOPHO-UHCMPYMEHMANbHO20 UCCAe008aHUS HA Nep8oM 200y HCU3HU pebeHKa
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CocrosiHHe TalWeHTa: CpejHell TsDKeCTH, CaMOUyBCTBHe yrnoBieTBoputenbHoe. Co3HaHMe: sicHoe. PeGeHOK: KOHTaKTeH.
[Tonoxenue: aktvBHOe. Macca Tena: 12 kr. IHgekc maccel Tena: 17,21. Poct: 83,5 cm. [Tnomaabs noBepxHoctu tena: 0,53
kB.M. SDS pocra -0,57. SDS MT +0,49.

Koxka: uucrast, 61eHo-po3oBasi. ClTU3KUCTbIe 000I0UKU: He U3MEHEHbI, BIa)KHbIe, PO30Bbie. [10KO)KHO-)KHUPOBas K/leTuarka
pa3BUTa: Y[OBIETBOPUTENbHO. JIuMdarruueckre y3ibl: Tepudeprueckre IUMGOY3/bl MaabIIUPYIOTCS MesKUe TO/IBIDKHbBIE,
Ge36ose3HeHHble. Ko)ka Haj, HUMU He M3MeHeHa. MblllleyHasi CHCTeMa pa3BUTa Y[0B/leTBOpUTenbHO. Popma rpyHON KIeTKu:
npaBunbHas. CycTaBbl: He W3MeHeHbl, [JBIDKEeHUsI B CycTaBax B MOJHOM o0OwbeMe, Oe30ose3HeHHble. YacToTa AbIxaHus: 26 B
MuH. Oppinky HeT. KarapanbHble siBjieHUs:: HeT. 3eB: He T'MIlepeMHPOBaH, MUHZA/IVMHBI He yBelHueHbl, 0e3 Ha/IOKeHHH.
HocoBoe gpixaHue: cBoOoAHOe, OTJe/sieMoro Het. [IbIXaHue: My3pU/IbHOe, TIPOBOUTCS PaBHOMEDHO BO BCe OTZesbl. XpHIIbL:
HeT. [lynbe: 88 B muH. Putm: npaBuneHbiil. YCC: 88 B mun. A/l (npaBasi pyka): 90/55 mMm.pt.cT. ToHBI cepAlja: pUTMHYHEIE,
sicable. [Iym: oTcyTCTByeT. SI3bIK: UMCTBIN, Bla)KHBIA. CKIephl: He n3MeHeHbl. YKUBOT: MsTKui, 6e300/1e3HeHHBIH, JOCTYTeH
rnyOoKol Tanbrauuu. IleueHb: TanbNUPyeTCs, y Kpas pebepHod aAyrw, majbnauus Oe3bose3HeHHas. Cefe3eHKa: He
nanbnupyercst. CTyn: pery/sipHbId, opopMIIeHHbIH, 0e3 MaToJ0rMueckux npumeceit. Mouencryckanue: 6Ge3601e3HeHHOe,
Jype3 afleKBaTHbIN.

ITcuxuueckoe pasBuTHe: 3aiep>KKa ICUXOMOTOPHOTO pa3BUTHS, 3aflepsKKa ICUXOpeueBOro pasBUTHSL.

OH/I0KPUHOJIOTHYeCKHUI CTaTyC: LUTOBH/HAS JKejle3a He yBe/nueHa, MsrKasi, J1acTUUHasi pY Masblaliid — HapylleHns
¢yHkiM HeT. HajmoueuHMKH — K/IMHMUYECKMX TIPU3HAKOB HapylleHWss (yHKUuUM HeT. Hapy)kHble IOJIOBble OpraHbl
chopMUpOBaHbI 110 KEHCKOMY THITY, TpaBU/bHO. [1osioBoe passuTue o TanHepy 1.

JlabopaTtopHoe o6ciieioBaHMe.

1. OAK: WBC — 9,46*10°%1, HGB — 135 /1, RBC — 4,72*10"/n, PLT — 276*10%1, CO3 — 3 MM/4, HeWTPO(pUIIbl —
18,4%, mamdormtel — 67,3%, MoHOIMTE — 10,5%, 303uHOGMIEI — 3,2%, 6azodwiel — 0,5%. Bce moka3satenu B npeeiax
HOPMBL

2. OAM: cBeTsio-XenTasi, Mpo3pauHas, yaenbHblil Bec — 1.018, kucioTHOCTs — 6 ef. pH, IIt0K03a — OTpHULIaTe/bHBIM,
KETOHOBBIE TeJla — OTpULiaTe/bHbIH, 6e/I0K, HUTPUTBI, SPUTPOLIUTEI, JeHKOLUTEI, YPOOUNIHHOreH — He ompezessitoTcs. Bee
TI0Ka3aTesy B Ipefiesiax HOPMBI.

3. Buoxumuyueckuii aHam3 KpoBu: obuii 6esiok — 69,0 r/m, Hatpuit — 138 MMosiB//, Kanuii — 5,3 MMOJIB/JT, GUnupyOrH
061t — 5,0 MKMOJIB//1, X0/iecTepuH o0 — 3,35 MMosib/J1, TpurauLepuasl — 0,65 mmosb/a, AJIT — 27,0 En/n, ACT —
40,0 En/n. Bce nokasaTeny B npefiesiaXx BO3paCTHOW HOPMBI.

4. TIMKMPOBaHHBIM reMor001H COOTBeTCTByeT HopMme — 4,8%.

5. HcynuH He3HauuTenbHO CHWKeH — 1,84 MEa/n (N=2-25 MEa/n).

WHcTpyMeHTabHOe 00Ccie/joBaHue.

1. OKT': cunycosas aputmust UCC 84—107 B MuHyTy. BeprukansHoe nosnokenue 30C.

2. Y3/ opraHoB OPIOLIHOM MOJIOCTU: 3X0 — TMPU3HAKU PEAKTUBHBIX U3MEHEHUH MOJKeyJOUHOH »KeJie3bl.

3. ¥Y3U wuUToBUAHOM >KeJie3bl — 0e3 IaTo/I0ruu

KoHcynbTanysi 4emroCTHO-MLIEBOTO XHUPypra: MakKpOITIOCCHS, COCTOSHME TI0C/Ie KIMHOBHJHOW pe3eKLMH f3blKa I10
Ob6eure3sepa. [TOBTOPHOE XUPYPriUeCcKOe BMELIATeTbCTBO He MOKa3aHo.

Pesynmeratel  reHeTHueckoro  o0csieoBaHMst  (XDOMOCOMHBIM —~ MUKDOMATPWUHBIM — aHaau3 C  MCIIOb30BaHUEM
OJIUTOHYK/TeOTUAHBIX MHUKpoMatpul] Agilent SurePrintG3CGH+SNP Array Kit 4x180K): oOHapy>keH MaTOreHHBIH y4acTOK
TNIOTepU IeTepo3UroTHOCTH JI/IMHHOIO (q) I/Ieya XpoMOCOMBI 6 ¥ KOPOTKOTO (p) Iieva.

[MauyeHTy fAaHbl peKOMeH/allMy: KOHTPO/Ib IJIMKEMUM C TOMOIIBIO IMtOKOMeTpa 4-6 pa3 B CyTKH, IpU CTOHKOM
TIOBBIIEHUN TJIMKeMUU Bbillle 12—14 MMOJB/M peliaTh BOMPOC O TIOBTOPHOM WHUI[MALIMK WHCYJIMHOTEpAalvy; MUTaHHe 10
BO3pacTy, WHAVBU/YyabHBIA CTOM C OrpaHUUYEHHEM JIerKOyCBOSIEMBbIX YIVIEBOZIOB; KOHCY/bTAaLMsl SHAOKPMHO/IOra Yepe3 3
MecsLa.

O0cyxaenue

IIpencraBneHHbIN KIMHUUECKUI C/lydyail JeMOHCTPUPYET Kak KJacChyecKUe MPOsIBIeHUs, TaK U pefKue UHAUBU/ya/bHbIe
ocobennoctr THC/I, 06yc/IOB/IEHHOTO TeHETHUECKOH MaTo/IOTHel XpoMOCOoMBI 6 (6924).

TunuuHble KJIWHUUECKWe M TeHeTHUeCKWe 4YepThl JaHHOTO C/ydyasl, IOJHOCTBI) COOTBETCTBYIOIME KJ/IaCCUYeCKOMY
tenorunty THC/I-6q24, BK/TIOUatoOT:

1. Beipaxkennyto 3BYP: pebeHok poguicst Ha 37-i Hefiene rectanyu ¢ Maccod Tesa 2080 r (SDS maccel Tena < —2), Uto
00yC/10B/IEHO BHYTPUYTPOOHBIM /Ie(DULIMTOM UHCY/IMHA — [JIABHOTO aHabo/inuecKoro ¢akropa rioja.

2. ManudecTayio TUTIEPITIMKEMUN B TIepBble JHU >KU3HU: MaHU(ecTaruss Ha 2-e CYTKA C BBICOKUMH TIOKa3aTessiMU
iMKemMud (10 49 MMOMB/) M TOTPeOHOCTBIO B WHTEHCMBHOM WHCY/MHOTEpAliiM XapakKTepHa AJisl aHHOH (OpMBbI
MOHOI'eHHOTro AuabeTa.

3. TpaH3UTOPHBIN XapaKTep yIJIeBOJHLIX HapPYLIEHHH: TOCTeNIeHHOe CHIKeHUe NMOTPeOHOCTH B MHCY/IMHE C TI0C/IeIytole
TIOJTHOY OTMEHOU U IOCTH)KEHUEM CTOMKOU KTMHUKO-1ab0paTopHOM PeMUCCUU Ha TIEPBOM Ty >KU3HU (HOpMasu3alysi ypOBHs
HbA 1c v nokasarteJieil I/TMKeMUH) OTpakaeT ecTeCcTBeHHOe TeueHue 6q24-THCII.

4. TeHeTWYeCKyI0 STHOJIOTHIO: TIOATBEP)KIAEHUWE TIOPa)KeHWsI XPOMOCOMBI 6, BBI3BIBAIOIIETO TIUIEPEKCIIPeCCHI0
“MNpUHTHPOoBaHHbIX reHoB PLAGL1 1 HYMAL

OTnunTeibHbie 0COOEHHOCTH (OTK/IOHEHHUS OT KJIaCCUUeCKOT0 TeUeHHUs):

1. CrerneHb BbIPQ)KEHHOCTH MaKpOITIOCCUM U HEOOXOAUMOCTb XUPYPrUYECKOTO JIEYeHHsT: XOTs MaKpPOIJIOCCHSI BCTPEUaeTCst
npumepHo y 45-50% mnarenToB ¢ 6q24-THC/I, B GO/BIIMHCTBE OMMCAHHBIX C/Iy4aeB OHA HOCHUT YMEpPEeHHBIM XapakTep U
TOCTENEeHHO PerpeccupyeT CamMOCTOSATENbHO. B omMchiBaeMOM HamMM CJlyyae MakpoIIoCCHsi Oblia >KW3Heyrpoykarolled: oHa
BbI3bIBaJla OOCTPYKLIMIO BEPXHUX [bIXaTelbHBIX MyTeli U HEBO3MOXXHOCTb CAMOCTOSITEJILHOTO TWTaHWs, UTO MOTpeboBaio
TIpOBe/IeHNs] paIuKabHOTO XUPYPriuueCcKOro BMellaTe/IbCTBa — KIMHOBU/JHON pe3eKLWH si3bIKa.

5


https://creativecommons.org/licenses/by/4.0/deed.en

MedicdyHapooHblll HayuHo-uccaedosamenbckull dcypHan = Ne 9 (171) = Cenmsbpb © Asrops! ctateH / Authors of the article

2. Macmtab MomeKy/sipHO-TeHeTU4ecKoro Jedekra (MonHasi U304MCOMUSI XPOMOCOMBI 6): 10 AaHHBIM XPOMOCOMHOIO
MHKDPOMaTpUYHOI0 aHa/lW3a, BbISIBJIEHHBIN YYacCTOK IT0TePH reTepPO3UTrOTHOCTH OXBaThIBajl He TOJIbKO M30IMPOBAHHBIMN JIOKYC
6924 (KaK Tpy MUKPOAYIUIMKALMSIX WM TOUEYHBIX JedeKTaX MeTH/IMPOBaHMs), @ PACIIPOCTPAHS/ICS Ha JJIMHHOE M KODOTKOe
ieyo 6-i XpoMOCOMBI. ITO CBUZETELCTBYET 00 OTLIOBCKOW OJHOPOAUTENBLCKON W30JUCOMMHU BCel XpoMocoMbl 6. Hamuure
TIPOTSUKEHHOM M30MCOMMM 10 BCEM XpOMOCOMe CO3[aeT MOTeHLMaAbHbIM PUCK TOMO3UTOTH3aL|MM JIaTeHTHBIX MyTaluil U
NPOSIBJ/IEHUs] ayTOCOMHO-peLieCCUBHBIX 3a00/1eBaHUH, eC/IU OTel] SIB/ISeTCs] UX HOCUTEJIEM.

leHeTHUeckoe MOATBep)KeHUe HMeeT OIpefiessitolllee 3HaYeHWe [ijIsl IPOrHO3a: HECMOTPSl Ha JOCTUTHYTYIO0 PEMHCCHIO,
poauTenyd MpOUH(MOPMHUPOBAHEI O BBICOKOM BepOSTHOCTM peLUArBa CaxapHOro Juabera B IOAPOCTKOBOM WJIH B3POC/IOM
BO3pacTe, YTo TpedyeT IO)KU3HEeHHOTO CKPUHHHTA YIIeBOAHOTO 0OMeHa.

JuHamuueckoe HaOmoOgeHHe TIOKa3ajo, YTO I[I0CIAe€ XWUPYPrMYeCKOM KODPEKLMM MAaKpOIJIOCCHM U OTMEHBI
WMHCY/IHOTepaIiy MaljfieHTKa 1eMOHCTPHPYeT afieKBaTHbIe TeMIThl (PU3UUeCKOTo ¥ TICHXOMOTOPHOTO Pa3BUTHS, TIOATBEPXKAAsT
3¢ HeKTUBHOCTh BLIOPAHHOW TaKTUKH BeJIeHUsI.

3aK/IloueHue

HeonarasbHasi runeprivkemMusi, codetaromjascsi co 3BYP u makporioccuedl, siBisieTcss abCOMIOTHBIM I10Ka3aHUEM [iisl
TIPOBEZIEHUsI MOJIEKY/ISIDHO-TeHeTUUeCKOTO MCC/IefloBaHUsl JlIokyca 6q24 U XpoMOCOMBI 6 (BK/IIOYas XPOMOCOMHBIN
MUKPOMAaTPUYHbII aHa/ln3) B IepBble HeZle/TH KU3HU.

Moareepxxaenne THCI-6q24 no3BossieT 060CHOBATh TPAH3UTOPHBIN XapakTep 3ab0/ieBaHusl, CBOEBDEMEHHO TUTPOBATh U
OTMEHUTh MHCY/IMHOTEPAIHIO MPY HACTYIIJIEHUH PEMICCUH, U30erast STpOreHHbIX TUIOT/IMKEMHUH.

BrisiBieHre W30JMCOMUM BCeld XPOMOCOMBI 6 TpeOyeT MeXIMCLMIUIMHAPHOTO TMOAXO0ZA C TIPUB/IEYEHHEM YeTFOCTHO-
JIMLIEBBIX XUPYProB (MpM MAakpOIVIOCCHH) U JeTCKUX HEeBPOJIOrOB (AJ11 paHHel KOpPPeKLMH 3aJep>XKU IICUXOMOTOPHOIO
pasBUTUSA).

IMauuentsl ¢ THCT, B dase peMuccuy Hy>KAAIOTCsI B Pery/IIPHOM AWCIIaHCEPHOM Hab/IrofleHUy JeTCKOro SH/I0KPUHOJIora
(xonTposb HbAlc 1 pa3 B 3—6 MecsiLeB, CAMOKOHTPOJ/Ib IVIMKEMUM) BBU/ly BBICOKOM BEepPOSTHOCTH MaHU(ecTalui CTOMKOro
Juaberta B IIOJPOCTKOBOM U B3pOC/IOM BO3pacTe.
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