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KoHbepeHLMs No opbaHHbIM U AeTCKUM S ._ 'HL PCDCDFEY «IHIIVII/ILI, aHpokpuHonornn» MunHsgpasa Poccuum
3HOOKPUHHBLIM 3aboneBaHWAM g

CeMeVIHbIVI crly4yaum caxapHoro Ma6eTa obycnoBrneHHoro myTtauueun B reHe KCNJ11:
JHAOKPHHHAA OpPaHEeTHKA: ‘ y KHVIHVILIGEKVIVI nlquVIMO CI)VI3)I:II YNeHOB O Hoyu CszVl
IOCTUXXEHUA U NepCcneKTUBbLI e OMMOP y A
BBENEHME. . MATEPI/IAan 7 METOJJ,I:I Mohekynﬂpno -reHeTU4YecKoe uccnegoBsaHme (cekBeHMpoBaHue naHenun «CaxapHbiu gnaber —

AxtTusupyrouwme mytaumm reHa KCNJ11 aBnatoTca yactom npMYnMHOn HeoHaTarnibHOro caxapHoro amaoeta (CL1) c
BO3MOXHbIM BO3HUKHOBEHMEM HeBponorndyeckmx ocrioxHeHum B suge DEND cuHagpoma (couyeHTaHume
HeoHaTanbHoro Cl c 3apgepXKon pasBUTUA U anunencuen). 3Ha4YUTENIbHO pexe OHM MOryT Bbi3biBaTb pa3Butue C
B Oonee no3gHem Bo3pacTte, kKnaccudumnumpyemoro kKak KCNJ11-MODY. N'eH KCNJ11 koaupyeT Kir 6.2 cydobeguHnuy
AT®-3aBucnmoro KaHana derta-knetok. 1o AaHHbLIM nNUTepaTypbl, 60NbLLWNHCTBO naumeHToB ¢ C/,
accoummpoBaHHbIM ¢ myTaumsamum B reHe KCNJ11, moryT ObITb yCcnewHO nepeBefeHbl C UHCYJNIMHOTEpanuM Ha
Tepanuio npenapatamMmu cynb@OHUNIMOYEBUHDbI C YyNy4YlUeHMeM nokasarerien rmmkeMmyecKkoro npodpunsa u
perpeccvey HeBpOJTOrM4eCKUX OTKITOHEHUU NMPU UX HAFTM4UM.

PesynbTtaTthbl. [NauneHTka M, 3 mecsaua. [leBo4ka oT 2 bepeMeHHOCTHU, NpoTeKaBwen Ha poHe nHcynmHsasucumoro CLl, ot 2 cpoyHbix poaos. Npu poxaeHun Bec 2900 r, poct 52 cm. B Bo3pacTe 3x Hegernb NpU KOHTPOSEe rMUKeMnmn B AOMaLUHUX YCNOBUSAX B
cBA3u ¢ C1 y matepu n cubca BbisBneHa runeprnmkemusn 9,7 mmono/n. NpoBeneHo odbcnenoBaHue: rinoKo3a BeHO3HOU KpoBu 8,05 mmonb/n, nHcynuH — 2,3 MKME/mn (2,2-25). B 1,5 mecsiua rocnutanm3anpoBaHa Anga onpeaerieHUsa TakKTUKU BeAeHUS:
rnoKo3a BeHo3HOU KpoBu 8,67 mmonb/n, C-nentug 0,82 Hr/mn, oTpuuaTenbHbIN YPOBEeHb NaHkpeaTnvyeckux aytoanturten (GADA - 0,21 ME/mn, |IAA - 0,5 ME/Mn), nHcynnHoTepanusa He Ha3Havanacb. B gomMalHMX yCrOBUSIX OCYLLECTBNASICA KOHTPONb
rmmkemum 2-4 pasa B AeHb: nokKkasartenu 7,4-16,8 mmonb/n.

B 3 mecsaua obcnepgoBaHa B by "HMWUL saHaokpuHonorun™: poct 56 cm (3a 2,5 mec +4 cm), SDS pocTa: -0.872, Bec 4130 r, SDS Beca: -1.677, npu ocmoTpe — HeaoCTaTO4YHOE pa3BUTHUE NOAKOXHO-XKUPOBOU KrneT4yaTku, No opraHamMm U cuctemam 6es
0CobeHHOCTEen, NICUXOMOTOPHOE pa3BuUTHE NO Bo3pacTy (aKTUBHA, crieauT 3a npeaMeTomMm, ynbldbaeTcsa B OTBET, rYJIUT, Ha XXMBOTEe NPpUNoagHMMaeT rosioBy C onNopou Ha npeanneybs, NbiTaeTcAa nepesopaunBaTbes). NMutaHme — uckyccreeHHoe (80 r
yrnesoaoB/cyT). [ NoKo3a BeHO3HOU KpoBUu — 6,04 mmonb/n, C-nentupg - 0,514 wr/imn (1,1-4,4), nucynuH 3,13 mkE/mn (2,6-24,9), rmnuknpoBaHHbIU reMmornoouH — 4,1%, cytouyHble KonebaHna rnmkemun 5,6 -13 mmonb/n. B ctauMmoHape MHUUMUPOBaAHA
MHcynuHoTepanusa nHcynmHom fletemup 2 EA (0,5 Ep/kr/icyT) ¢ nonoxutenbHbIM 3cdphreKToMm.

YuutbiBasa geobtot C1 B Bo3pacTte oo 1 roga, npoBegeHo MaccoBoe napanneribHoe cekBeHnpoBaHue, B reHe KCNJ11 B 1 3K30He BbISIBIIEH paHee ONMUCaHHbIN NaTOreHHbIN retepo3uroTHbin BapmaHTt (HG38, chr11:17387943C>T, c.149G>A) npuBoasLnNU K
aMUHOKMUCNOTHOU 3amMeHe p.Arg50Gin.

B HacTosiwee BpeMs (B Bo3pacTte — 7 mecsiLeB, Ha (hoHe MHCYNUHOTepanun B TedeHue 4 mecsiueB) YPOBEHb MNMKUPOBaAHHOIO remorrnodouHa — 5,6%. lNnaHupyetca nepeBoa AeBOYKU Ha Tepanuio npenapatamMmm cynbOHUITMOYEBUHDI.

PoaHou 6par, 4 roga. C[1 c 2x mecsiueB, MaHudgectauum ¢ NnoNnMypun, noNMAUNCUN, CHNXKEeHUA Maccbl Tena, cnabdocTu, Banoctu. FlocnutanusnpoBsaH B peaHUMaLMOHHOE OTAesNIeHUe B COCTOAHUM KOMbI, FIIMKeMUsi NPy NoCcTynrieHun — 35 MMmonb/n.
UMHnunmnposaHa nMHcynuHoTepanua ageteMmmp u acnapt. B Bo3pacte 4 net cytoyHasa aoo3a cocrtasnset 0,8 Epo/kr/cyT.

MaTtb, 24 roga. CO c 19 net, guarHocTukKa criydamHasa — npu rocnutanmsauum B ctaumoHap no nosoay auarHoctuku Cl y cbiHa BbIABNEeHO NOBbIWEeHUe rMKo3bl KpoBu Ao 14 mmonb/n, npoBoaunacb UHMY3NOHHAA Tepanusa, UHULUNPOBaHa
MHCYINUHOTepanua geTeMmp n acnapT, CyToyHas go3a B 24 roga — 36 E[l/cyT, nocnegHnn rnMkKMpoBaHHbIU remornooumH — 11%, npu KoHTpone - rmukemus o 18-20 mMmonb/n. Y mambl — 4 poaHbIX 6paTta, 3aopoBbl. Y matepu B reHe KCNJ11 obHapyxeH
WOEHTUYHbIN C OO0YepPbIo reTepo3nroTHbIN BapmaHT €. 149G>A
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3aKkn4yeHue. [laHHbIN KITMHUYECKUU NPUMeEpP UITNIOCTPUPYET reTeporeHHOCTb MaHudectTaummn, KMMMHUYEeCKNX NPOSABIIEHUN U Te4EeHUSA HapyLIeHUN yrrneBogHOro oomeHa npuv Harnu4Mm ogHON U TOMU Xe MyTauuu B reHe KOHTAKTDI:

KCNJ11 y yneHoB ogHOU ceMbW. bpaTy naumeHTKU NnaHUpyeTcsa npoBegeHne MONeKynaApHO-reHeTUYeCKOro uccrieqoBaHus, Ho ¢ HamdbonbLen BePOATHOCTbLIO Y HEro MOXXHO npegnonaratb Ty Xe (oopMy NnepMaHEeHTHOro <lereminab8@gmail.com>
HeoHaTanbHoOro Ch. MeHblwan cTeneHb BbIPaXeHHOCTUN HapyLweHUs oOMeHHbIX npoueccoB npu anarHoctuke Cl y mnagwen cectpbl, NO-BUAUMOMY, CBAI3aHa C HACTOPOXXEHHOCTbLIO CeMbU U boriee paHHen ANarHOCTUKOM
ok 3a60neBaHM;| no cpaBHeHuIO ¢ b6paTom. Bo3pacT BbisiBrneHusa C1 y matepu, no3sonseT knaccuduumpoBaTtb ero kKak KCNJ11-MODY. OgHako, yuuTbiBas MAeHTUYHbIe BapuaHTbl B reHe KCNJ11, peneHue HO30510rMun B

_r'i 3aBMCMMOCTM OT Bo3pacTa aebrota C[1 ycnoBHO U AaHHaA ceMbSA — NpumMmep BapnabenbHOCTU KnHn4Yyeckoro teyeHna Cl, accounmnpoBaHHoro ¢ mytaumsamum B reHe KCNJ11. Heobxoanmo oTMeTUTb, YTO OONbLLUMHCTBO
myTauum KCNJ11 aBnaloTCcAa CNOHTaHHbIMU Y ONMCaHNA CeMEeUHbIX cny4yaeB 3aboneBaHusa pegku. OgHako, Takue npumMmepbl AUKTYIOT HeO6XoaMMOCTb 006creaoBaHUA POACTBEHHMKOB NauUeHTa Ha npegmMeT BbISsBNEeHUs

4™ HapylweHWW yrneBogHOro oomeHa.
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