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MNMCEBOOIMINOINAPATUPEOS3 1A: OIMMCAHUE KIIMHAWYECKOI' O CITYHAA

BBEOEHUE

[TceBgornnonapatupeos (') — rpynna pegknx HacneacTBEHHbIX 3abonieBaHnin, 00yCrNOBMEHHbIX PE3UCTEHTHOCTbLIO K napaTtropMony (INT1). K xapaktepHbiM 0CODEHHOCTAM
doeHoTmna npu N1 oTHOCAT OXXUPEHUE, HU3KNU POCT, DpaxnaakTunuo, NMyHoobpasHoe NULOo, NOAKOXHbIE KanbLUnduKaTbl, HENPO-NCUXUYECKNN OePULNT, HO OHU
HabntogatoTca He Bcerga. Takxke ans N1 xapaktepHa MynbTUropmoHarnbHasa pe3ncTeHTHOCTb C pa3BUTUEM MMNOTUPEO3a, NMnoroHagmamMma, geuumuta ropMmoHa pocTa,
caxapHoro gnabeta 2 Tuna.

OMNCAHUE KITMHUYHECKOI' O CJTYYHAA

Y Manb4yuka B Bo3pacTte 3.6 NeT BnepBble HOYbK BO3HUK MPUCTYN TOHUYECKUX CyAOpOr C LUYMHbIM AblXaHWEM C YONMHEHHbIM BblAOXOM. B aHamMHe3e y pebeHka — paHHee pa3BUTUE OXUPEHUA, 3adeprKKa
peyeBoro passutuda. [lo pesynbtatam obcrnegoBaHUa Mo MECTY XUTENbCTBA AMarHOCTUPOBaAHa NMHEBMOHUS, adpPEKTUBHO-pecnmMpaTopHble NpUcTynbl. [1pyn peTpocnekTMBHOM aHanm3e BbIMUCHOIO 3NMKpmu3a —
rmnokanbunemunsa 1.2 mmone/n (2.2-2.7). dnarHos anunencun bblin UCKIOYEH No pesynbtatam 33l MOHUTOPUHra cHa n 6oapCcTBOBaHMS.

B 4.3 roga - NOBTOPHbIN 3Nn304 TOHUYECKUX CydopOor C NOTEPEN CO3HAHUA, CTPUOAOPOM, NapuHrocrnasamom. KoHcynbTUpoBaH neanaTtpom, getckum aHgokpuHonorom “KKL CBMIT . No gaHHbIM 0bcneaoBaHus:
Kanbunn KkpoBu-1.3 mmons/n (2.2-2.7), docdop kposu-3.99 mmones/n (1.05-1.8); napatropmoH-1400 nr/mn (15-65); sutamun [l 25(0OH)- 31.7 Hr/mn; Wd-172 EON/nN (30-120). 3anogo3peH cuHgpom OnbpaunTta,
HadyaTta Tepanus kKapboHaTtom Kanbuus 400 mr/cyt n anbgakanbuymgoniom 0.25 mkr/cyTt. Hepes mecay tepanum kanbumm KpoBu-1.7 mmonb/n (2.2-2.7), docdop-2.88 mmonb/n (1.05-1.8); ymeHblUeHne
HapylleHnn ObixaHuda. [anee nedyeHwe ObINO caMOCTOATENIbHO OTMEHEHO, MamMa pebeHKka OT aarnbHeunwero obcrnenoBaHuUs OTKasaracb. be3 Tepanun y pebeHka TpwKAbl B Te4YeHue Mecsdla MNPUCTybl
TOHUYECKUX CYOOpPOr C NapuHrocnasmom, CHUXKEHUE YPOBHS Kanbumns KpoBu Ao 1.3 mmornbe/n. [lpnem npenapaTtoB Kanbuns Obiy1 BO3OOHOBMEH.

B 4.9 neTt naymeHT BrnepBble obcrnegoBaH B otaeneHnn aHaokpuHonornm KKb Ne 2: kanbunmn noHnsmpoBaHHbIn-0.64 mmonb/n (1.13-1.31); kanbumn odbwmnn-1.73 mmons/n (1.13-1.31); doocdop-3.3 MMosb/n
(0.81-1.45); napatropmoH-900.1 nr/mn (12-95). ®eHoTnn naymeHTa Obl1 TUNUYHBLIM ONA HacneacTtBeHHou octeoauctTpodpumm OnbpavTa: oxupeHne (SDS MMT=3.1), nyHoobpa3HOe NnuLIO, KOPOTKaa LLUES,
aKTOMNM4yeckaa Kanbuudukaumsa (nesoe npeannedbe, npaBasd NAToYHad 00nacTb), 3a4ep)XKa HEPBHO-MCUXUYECKOro pasBuUTUA, Opaxupaktunuda. HuskopocrnocTb oTtcyTtcTBoBana (SDS pocta=-0.1). [llpwu
CKPUHUHIe OCNOXHEHUW rnnokanbunemmmn BoiaBrneH cuHgpom dapa (KT ronoBHOro mosra - KanbuuHaTbl 0a3anbHbIX raHrnnMeB, NOOHbLIX Aonen). Takke aunarHoctTupoBaHa pe3ncteHTHocTb K TTI (TT1=8.83
MME/n (0.2-3.2), ¢B.T4=9.58 nmonb/n (10-27). CoBOKYNHOCTb NOMYYEHHbIX AaHHbIX no3sonuna npeanonoxutb M1 1a. Taxenaa rmnokanbymemMmsa npu nocTynieHnn KynmposaHa BHYTPUBEHHLIM BBeAEHUNEM
xnopuga kanouuna. [lanee HasHayvyeHa Tepanuna anbdakanbungonom 0.5 MKr/cyT, TMUPOKCUHOM 25 MKI/CyT C AOCTUXKEHNEM LIENEBLIX YPOBHEN CB. T4, KanbLna KPOBMW.

Obpa3sel KpoBn pebeHKka ObIN HanpaBfieH Ha ANAarHOCTUKY B paMkax nporpammbl “Anbda-OHa0". 1o gaHHbIM MOMEKYNApHO-reHeTn4yeckoro nccrnenosanns B reHe GNAS MeTogoM NpAMOro CEKBEHMPOBAHUSA
BbIAABINEH reTepo3nroTHbiv BapnaHT €.1024C>T p.R342X, onncaH npu ncesaorunonapartmpeose la tuna (OMIM#139320). Poautenu pebeHka oT npoBeaeHnNst reHETUYECKOro UccreaoBaHns oTkasanucs.

SAKIMTIOYEHUE

OnucaH noarBepXxXaeHHbIN cny4vawu NN 1a Tuna.
[eHeTUYeCKaa reTeporeHHoOCTb 3aboneBaHuA, BapuabenbHOCTb KIMHUYECKUX U OMOXMMUYECKUX HapyLIeHUN MOryT 3aTPyAHATb CBOEBPEMEHHYIO

ANAarHOCTUKY U AenakT yCTaHOBINEeHNUe MOJIEKYJIAPHO-TeHeTU4YeCKOro AimarHo3a pewarumm AnAd naumeHTa. KOHTAKTBI
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