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AKTyanbHocTb. bone3Hb Kpa66e (BK) — peakoe
HacneaCcTBEHHOE HeKypabenbHoe 3aboneBaHne ob6MeHa
nMNMAoB (4acTtoTa BcTpevaemoctn 1 : 100 000), obycnos.-
NeHHoe myTauuen reHa GALG, OTBETCTBEHHOro 3a pabo-
Ty ranakrtouepebposungasbl. Mpn gaHHoN depmeHTonaTumn
HepacLienneHHble IMUKOAMNUALI HaKanaMBaloTCs B KeTKax
MUENMHOBOW 060SI04KM, OKa3blBas TOKCUYECKOE AeNCTBUE.
PeaynbtaT — 06pa3oBaHue «No60UAHBIX KIETOK», pacnag,
MUENNHa U rnéenb ONUrOAEHAPOLMUTOB; KAUHUYECKU —
perpecc NCMXOMOTOPHOIO Pas3BUTHS.

Lenb. MpeactaButb KNIMHUYECKKI cnydan BK y pebGeHka
6 mec.

KnuHuyeckun cnyvyann. O6cnenoBaHa AeBoYKa, 6 Mec,
OoT 2-# 6epeMeHHOCTM (1-9 — ManbyuK, 2 roaa, 340POB),
6paK 6IM3KOPOACTBEHHbIN. BepeMeHHOCTb Ha GOoHe yrposbl
npepbiBaHna B | TpUMeCTpe, poabl CPOYHble. PaHHWIM HEOHA-
TalnbHbIK Nepuos 6e3 ocobeHHocTen. [eboT 3aboneBaHus
C 2 MeC C nNporpeccupyloLlen NoTepn HaBbIKOB U OTCYTCTBUSA
GOpPMHUPOBaAHUSA HOBbIX, CHUMEHUS ABWUraTe/bHOM aKTUB-
HOCTW. HEBPONOrMYeCcKMI ctatyc nNpu NOCTYNAEHUN — aau-
HaMU$s, Mbllle4yHas TMNOTOHMS, 6oNblle B NPOKCUManbHbIX
oTaenax. Ha ocMoTp pebeHOK pearnpyet HeraTMBHbLIM Kpu-
KOM, 3a npeameTom cneaut dpparmeHTapHo. [010BY He yaep-
YKMBAET, He NepeBOpaYvMBaeTCs, UIPYLLKKW He 3axBaTbiBaeT,
He ynbibaeTcs, He rynuT. CyxOxunbHble pedrieKcbl OTCyT-
cTByloT. Onopa Ha cTony CHuXeHa. KnuHuyeckue mccnego-
BaHUA BbISBUAN NenKoLnTo3 Ao 20 x 10°/n, nosbilleHWe
acnaptatamuHoTpaHcdepasbl o 93 Eg/n, nakratgernapo-
reHasbl — Ao 765-851 En/n, KpeaTMHOOCHOKMHA3bI —
0 2,5 HopM, runepnaktatemuio — Ao 2,7 mmonb/n. Mpu
HenpoBM3yanu3aunn BbiSBNEeHbl aTpodusa 60MbLUMX NOMy-
Lapui Mo3ra, 3agepyKKa aTanoB MUENUHU3aUUKU, NPU3HAKK

avcnnasun IV enygoyka. Ha anektpoHenpomuorpadum
NPW3HAKW aKCOHaNbHO-AEMUENUHUIUPYIOLLEN HelponaTum
Mano6epLoBbIX, CPEAWHHbIX, 60NblieGepLIOBbIX HEPBOB.
AneKTposHuedanorpamma 6e3 natonorvm. Ha axokapauo-
rpaMme — Manas aHoManus pa3BuTusa cepaua. Mo pesynb-
TaTamM MOJIEKYNAPHO-TEHETUYECKOr0 UCCNeA0BaHUSA UCKIIO-
4yeHa cnuHanbHas MbllleYHas aTpodus.

O6cyxpaeHue. 10 HanMyuio CBETIOFO MNPOMEXYTKa
nocne pPOXAEHWUs, NMPOrpeaMeHTHOro TeyeHus 3aboneBa-
HWS, COYEeTaHUA 3a[epPXKW MNCUMXOMOTOPHOrO pPas3BUTUS,
AKCOHa/IbHO-AEMUENUHUBUPYIOLLEN noavMHenponaTuu
C runepnakratemuen, runepdepmMeHTEMUEN U MOBbILIEHW-
€M YPOBHS MblllieYHbIX GepMEHTOB npeanonaraeTcs Heano-
depeHuMpoBaHHOE HenpomeTabonuyeckoe 3aboneBaHue
(HacneacTBeHHas 60ne3Hb o6MeHa (HBO), mutoxoHapuans-
Hasa nartonorus). B na6opatopum HBO (MocKBa) y AeBOYKMK
BbISIBJIEHO PE3KOE CHUMKEHME aKTMBHOCTH ranaktouepebpo-
3ungasbl (aktnBHOCTL — 0,05 npu HopMme 0,7—-10 MKM/n /).
Cembsi 06cnegoBaHa METOAOM MPSIMOrO aBTOMaTU4EeCKOro
CEKBEHMPOBAHWA Ha Hanuvyine MmyTauu — oba poauTens
HOCUTENN reTepO3UroTHOM MyTaumu B 3K30He 5 reHa GALC.
[aHHble U3MEHEHUS ABNSAIOTCS NTaGopaToPHbIM MOATBEPK-
nexvem BK. YunTtbiBasi Bo3pacT aebtota, KIMHUYECKYIO Kap-
TUHY, y pebeHKa npeanonaraeTcsa MaageH4yeckas (Knaccuye-
ckas) dopma BK.

3akniyeHnue. [lporHo3 ana nauueHtoB ¢ BK Heb6na-
ronpusATHbIA. BonbHBIM NPUMEHSIETCH Noaaep}KMBatoLas
Tepanus, HanpaBlneHHas Ha CHWXEHWEe TMnepBo36yaUMO-
CTM M CMacCTUYHOCTW. TpaHCMaHTaUMUs reMoMnO3TUYECKUX
CTBOJOBbIX KNIETOK 3 DEKTUBHA TONbKO B MPEACUMMNTOMHYIO
cTagmio 6onesHun. TpebyeTtca obcnegoBaHMe U HabnoaeHe
3a CTapwunmM cMOGCoM.
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