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KuaroueBble cioBa: MOHOTeHHbIE (QOPMBI CcaxapHOro JuadeTa; HEOHATAIbHBIM CcaXapHBIH
IMabeT; TCHEeTUYECKUE CHHIPOMBI; CEKBEHHPOBAHUE HOBOTO MOKOJICHHUS.

Brenenne caxapusiii tuadet (CJ]) sBnseTcs caMbIM pacripoOCTPaHEHHBIM 3200JIEBaHIEM B CTPYK-
Type PHJIOKPUHHOMU MaToJI0TUH y neTei. I JaHHOM BO3pacTHOM KaTeropuu Mpexjie BCero akTyalieH
CJl 1 Tuna, oHaKO, CYIICCTBYIOT 0OJIee PeIKHEe BapUaHThl 3a00JICBaHUs, B TOM YHUCJIC MOHOTEHHBIH
caxapubiii quadetr (MCJI). [To nanubim ISPAD 2018 roma va monro MCJL npuxomutcs 1-6% cpenu
Bcex cinyuyaeB CJI B geTckoil monmyasuuu. 30J0TbIM CTAHIAPTOM AUATHOCTUKHU SIBJISIETCSI MOJEKYIAP-
Ho-reHeTHdeckoe uccienoBanue (MI'1), c TOMOIIBIO KOTOPOTO BBISBIISIOT BAPUAHTHI B TeHAX-KaH U~
nmatax MCJI. JIns okoHYaTeIpHOM BepH(PUKAIINN TUAarHO3a B PIAC CIydacB, HEOOXOIUM MYIBTHINC-
LUIIIMHAPHBIN 1MOAX0M, HanmpuMmep, npu couetanuu C/] ¢ skcTpanaHKkpeaTHuecKkol Mmarojorue, 4ro
M03BOJIIET U3MEHUTH TEPANICBTUUYCCKYIO TAKTHUKY.

Lens U3y4uTh KIMHUKO-Ta00paTOPHBIE U MOJIEKYISIPHO-TEHETHYECKIE 0COOCHHOCTH MAIIEHTOB C
MTOI03peHUEM Ha MOHOTEHHYIO (opMy caxapHOTro nuadera: HeoHaTaIbHBIN caxapHbid nuadet (HC/I)
U caxapHBIN TuabeT B COCTAaBE TEHETHUYECKOTO CHHIPOMA.

Marepuainsl U MeToJibl 00cienoBana rpymnmna nanuertoB ¢ HCJl (n=14) u CJI B cTpykType reHe-
TUYECKUX CUHAPOMOB (n=7). [larueHTaM poBeIEHO MOJICKYISIPHO-TEHETHYECKOE HCCIIEIOBAHUE C
WCITOJIb30BAHMEM METO/Ia CEKBEHHPOBAHMS HOBOTO IMOKOJIEHUS (ITapajuiebHOe CEKBEHHPOBAHHE Ta-
HeJell TeHOB, MOJTHOAK30MHOE CEKBEHHPOBAHUE).

Pesynbrarhl uarno3 noATBepkKAEH MOJNEKysipHO-reHeTnYeckd B 60% ciyyaes (11/21). YV naum-
eHTOB #1-#3 BeiABNEHBI BapuaHThl B reHax AT®d-zaBucumbix K'kananos (2 mammenta KCNJ11 u
1 marmment ABCCS8). Bo3pact manudecranuun 2—4 MecsleB KU3HH, Y MAIMEHTOB C BapUaHTaMU B
KCNJ11 nepmanentasiit HC/l, y maruenTa #3 pennaus 3a0osneBanns B 12 net. Bece manueHTs moiry-
JaJi WHCYIWHOTEPAIHIO U HE UMEIIH KaKOH-I00 comyTCTBYyIomel maronoruu kpome CJ1.

[TarmmenTts! #4, #5 ¢ Bapuantamu B rene FOXP3. MI3MeHeHUS HYKICOTHIHON TTOCIEA0BATEILHOCTH
B JAaHHOM T€HE MPUBOMAAT K Pa3BUTHUI0 X-CIeIuieHHOTro 3abosneBanuss — IPEX curnpom (Immune
dysregulation, Polyendocrinopathy, Enteropathy, X-linked). ¥V nmanuenrta #4 CJ| manugectuposan c
1 CyTOK >XKM3HH TSDKEIION THIIepIIIHKEMHEH, MOTpeOoBaBIel mocrosHHoi nacymuHoTepanun. CJ] co-
IIyTCTBOBAIM TSDKEJIBIM TEPBUYHBIH HUMMYHOIC(PUIINT, ayTOMMMYHHAS DHTEPOTATHS, IMOpaXKEHUE
KOXKH, ay TOUMMYHHBIN TUPEOUIUT, PEIUANBUPYIOIIAs UH(EKIUs, renaTut, 303uHOGUuHs. Y maiu-
enta #5 CJI BnepBble AMArHOCTUPOBaH B 12 JeT, B HACTOALIEE BpEeMsI KOMIICHCUPOBAH C MOMOIIBIO
JTUETOTEpAINK U TEePOPabHBIX caxapocHWkarommx cpeacts. [lomumo CJ] HabmiomaeTcs B CBS3M C
IOBEHIIBHBIM apTPUTOM, IICOPHA30M, TEPBUYHBIM HMMYHOIE(DHUIINTOM C JIETKHUM TEUECHUEM.

Y mammenToB #6-#11 yctanosnensl BapuanThl B renax: GCK, GATA6, EIF2AK3, INSR, SLC19A2,
ALMSI.

BriBoabl Ha mpeAcTaBICHHOW CEpUU KIMHUYECKHUX CIIy4aeB IMOKAa3aHa BAKHOCTh MPOBEICHUS
MI'U B nanHoIi rpynme manueHToB. Kpome Toro, onucano paznooOpasne (eHOTHITHYECKUX MPOsBIIe-
HUH, B TOM YHCJIC TIPH BapUaHTax B OJHUX U TEX JKE TCHAX.
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