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Leduunt BUOTUHMAA3LI — HAcNeaCTBeHHAs 60n1e3Hb 0OMeHa M3 FPynMbl OpraHMYecKnx auuaypuin C ayTOCOMHO-PeLeCcCUBHbLIM
TMMNOM HacnefoBaHus. 3aboneBaHue 06yCNOBNEHO MyTauusimu B reHe BTD, KoaupylweM GepMeHT 6uoTuHuaasy. deduumt
6MOTMHUAA3bI NPUBOAUT K HEA0CTAaTOYHOCTM BHYTPUKIETOYHOrO BMOTMHA, KOTOPbIV npeacTaBnset coboi KoQepMeHT YeTbl-
pex kapbokcmnas, y4acTBYLMX B IMIOKOHEOreHese, MeTabonnsme nemumHa u 6MOCMHTE3E XKMPHbIX KMCNOT. [py HapyweHun
dYHKLMM KapboKCKMNa3 HakanIMBaTCA CybCTpaThl, TOKCUYHbIE AN OpraHu3ma yenoseka. Jeduuut 6MoTMHMAA3bLI NPosSBASeTCS
B NMEPBYI o4epefb HEMPOKOXHbIMU paccTpoicTBaMu. OCOBEHHO ys3BMMA LLEEHTPanbHas HEPBHAs CMCTEMA, TaK Kak aKTUBHOCTb
6MOTMHMAA3bI B FTOJIOBHOM MO3re YeNloBeka O4YeHb HU3Kas, U MO3TOMY A/l HOPMabHOTO QYHKLMOHMPOBAHUS HEWPOHOB He-
06X0AMMO LOCTAaTO4YHOE NOCTynaeHne BMOTUHA Yepes remaTosHuedannyeckmin 6apbep. MNpu ero neduumTe HEBPONOTrMYECKNE
HapyLIeHUs B TeYyeHue onpeneneHHoro nepuMoaa MoryT 6biTb e AMHCTBEHHBIM MpU3HaKoM 3aboneBaHus. CUMNTOMbI MOTYT UC-
YesHyTb UM ObITb NPeaoTBPaLLEHbl B pe3ynbTaTe BBeAeHUS (apMaKonorMyeckux [o3 6MoTuHa. B ctatbe npencTaBneHsl ABa
KJIMHWYECKMX HaboLeHns aeTeil paHHero Bo3pacTta ¢ AeULUTOM OBUMOTUHUAA3bI, OCHOBHBIM NPOSBIEHUEM KOTOPOW B NEpBOM
K/IMHWYECKOM cllyyae Obln HEBPOOrMYECKME HapyLUeHUs, BO BTOPOM — ApbIXaTesbHble PacCcTponcTBa. [1ns noaTBepx)aeHus
AMarHo3a NpoBOAMNACk 3H3MMOAMArHOCTMUKA, BbISBUBLLIAS HWU3KMIA YpOBEHb 6MOTMHMAA3LI. [Toka3aHa bbicTpas M BbipaXKeHHas
3 deKTUBHOCTb Tepanuu BUOTUHOM C NpeKpalleHUeM NPUCTYMNOB, BOSMOXHOCTbIO OTMEHbl aHTUKOHBY/IbCAHTOB, Perpeccom
HEBPOJIOTMYECKUX, KOXKHBIX U [LbIXaTebHbIX HapPYLUEHWIA.

KntoueBblie cnoBa: ,El,erMLI,MT OUMOTUHKUAA3bI; OUOTUH; 3H3MMOOMATHOCTUKA; CYAOPOXHbIE NPUCTYNbl Y MNaAeHLUEB; 3aAep>XKXKa
NCUXOMOTOPHOIO pa3BUTUA.
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Biotinidase deficiency is a hereditary metabolic disease from the group of organic acidurias with an autosomal recessive
type of inheritance. The disease is caused by mutations in the BTD gene, which encodes an enzyme biotinidase. Deficiency
of biotinidase leads to insufficiency of intracellular Biotin, which is the coenzyme of four carboxylases involved in gluconeo-
genesis, leucine metabolism and biosynthesis of fatty acids. At infringement of function of carboxylase accumulate substrates
that are toxic to the human body. Deficiency of biotinidase is manifested primarily by neurocutaneous disorders. The Central
nervous system is particularly vulnerable, since the activity of biotinidase in the human brain is very low and therefore, for
the normal functioning of neurons, it is necessary to receive enough biotin through the blood-brain barrier. With its defi-
ciency, neurological disorders for a certain period may be the only sign of the disease. Symptoms can be successfully cured
or prevented by the introduction of pharmacological doses of biotin. The article presents two clinical observations of young
children with biotinidase deficiency, the main manifestation of which in the first clinical case were neurological disorders,
in the second - respiratory disorders. To confirm the diagnosis, an enzyme diagnosis was carried out, which revealed a low
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level of biotinidase. The rapid and pronounced efficacy of biotin therapy with cessation of attacks, the possibility of cancel-
lation of anticonvulsants, regression of neurological, skin and respiratory disorders.

Keywords: biotinidase deficiency; biotin; enzimodiagnosis; seizures in infants; psychomotor development delay.

Hdeduuut OMOTMHMAA3BI —  HACJIEACTBCHHAsS
Oosie3Hp OOMEHa U3 TpyNNbl OPraHMYECKUX allu-
Oypuil € ayTOCOMHO-PELIECCUBHBIM THUIIOM Hacje-
noBanust [4, 11]. 3aboneBanme — MAHITHUYECKOE
U BCTpEYaeTCs B EBPOMNEHCKUX CTpaHax € YacTOTOM
1:60000 >xuBopoxnaeHHbIX [16]; 00yciOBIEHO My-
TanusaMu B reHe BTD, xomupyromeMm (epMeHT Ouo-
THHHJA3y. bHOTMHUAA3a — SH3UM, Y4YacTBYKOUIUI
B oOMeHe OHOTHHA, BOJOPACTBOPHMOTO BHTaMHHA
rpynnsl B. [lepuuut OnoTMHHMIA3bl MPUBOIUT K He-
JOCTATOYHOCTH BHYTPHUKJIETOUHOrO OuotuHa. buo-
TUH — BaXKHBII BUTAMUH AJIs1 OPraHU3Ma, OH SIBJISI-
eTcsi KOPepMEHTOM YETBhIPEX KapOOKCHIIA3, KOTOPHIC
YYacTBYIOT B IJIFOKOHEOTeHE3€e, MeTaboIu3Me JIeHIMHA
U KaTaJu3UpYIOT OMOCHHTE3 KUPHBIX KUchoT [7, 18].
Hapymenune ¢yHkun xapOoKcuiaa3 NPUBOAUT K CHHU-
’KEHUIO YPOBHS MPOTEKTUBHBIX KUPHBIX KHUCIIOT, JIaK-
TaTanu03y, THIIEPAMMOHUEMHH, CHIDKEHUIO YCBOCHUS
nefMHa W M30JeHlMHa, HAKOIUIEHUIO 3-THIPOKCHU-
n30BajgepruanoBoil kucnothl [3]. LleHTpanbHas HepBHAs
crucTeMa OCOOCHHO ys3BMMa TpH AchekTe OHMOTHHU-
JIa3bl, TaK KaK aKTHBHOCTh OMOTMHHU/A3bl B TOJIOBHOM
MO3re 4eJOBeKa O4YeHb HM3Kasi, W JUIsi HOPMaJIbHOTO
(YHKIMOHUPOBAaHUSI HEHPOHOB HEOOXOOMMO JIO0CTa-
TOYHOE W TOCTOSIHHOE MHOCTYIUIEHHE OMOTHHA uepes
remarodHIeamndecknii  O6apbep. HeBpomormueckue
HapyIIeHUs B TEUEHHUE OIPEJIEIIEHHOTO MEePHO/ia MOTYT
OBITh CAMHCTBEHHBIM TIPU3HAKOM 3a00JIEBaHHMS, APYTHE
NPU3HAKK MOTYT MaHU(ECTUPOBATH IMO3KE.

KNUHUYECKUE NPOABJIEHUA
HEOOCTATOYHOCTU BUOTUHULA3DI

Bospact nebrora cocrarisier or 1 10 6 MecsIes.
B penkux ciyuasx 3abosieBaHHE pa3BHUBAECTCA Ha Iep-
BBIX HEJAENSAX JKU3HH WIU B TOIPOCTKOBOM BO3pac-
Te [16]. CTreneHp TSHKECTH KIMHHUYCCKHX TPOSBICHUI
3a00JICBaHMUS 3aBUCUT OT YPOBHSI aKTUBHOCTH OMOTHUHH-
nas3el. CyliecTByeT /Ba Buaa JeuunTa OMOTHHHIA3BL:
mrybokoe (Menee 10 % OT HOpManbHOW aKTHMBHOCTH
B cbiBopoTke) 1 yactuaHoe (10-30 % ot cpexneii Hop-
MaJbHOW aKTUBHOCTU B CBHIBOPOTKE). JleTH ¢ mryOoKoi
HEJI0OCTaTOYHOCThIO OMOTHHUA3bI, KOTOPBIE HE IMOJYy-
YarT JICYeHUs] OMOTHHOM, MOTYT WMETh pPa3IUYHBIC
MIPU3HAKU ¥ CUMITTOMBI. [IepBBIMU TIPOSIBICHUSAMHE, KaK
MIPaBHIIO, OBIBAIOT HEBPOJIIOTUYECKHE HAPYIICHHUS —
MBIIIEYHAS] THITOTOHUSI U TIOJUMOPQHBIE CYIOPOKHBIE
MPHUCTYMHL. JIpyrMMu CUMITOMaMU MOTYT OBITH TIPO-
rpeccupylonias 3ajepkka NCUXOMOTOPHOTO pa3BUTHS,
JIBIXaTeNbHbIe HapyIIeHUs (JIApHHTEAbHBIA CTPHIOP,

OJIBIIIIKA, aITHO?), YK3EMAaTO3HbIC BBICHIIIAHUS Ha KOXKE,
BbINIaZieHUe Bojioc [4, §8]. B nanbHeiiieM, npu oTcyT-
CTBHH JICUCHHS, PA3BUBAIOTCSA TaKUE OCIIOKHEHHS, KaK
HEHPOCEHCOPHAsT TYTOyXOCThb, aTpoQus ITUCKOB 3pH-
TeJIbHBIX HEPBOB, yrHeTeHHe co3HaHus [15]. Tem ne-
TSIM, KOTOPBIM ITPOBEZICHa CBOEBPEMEHHASI JUArHOCTH-
Ka ¥ Ha3HAYEeHO JIEYeHNe OMOTHHOM, yIaeTcs N30eKaTh
9TUX ocliokHeHui [1, 2, 17, 18]. Jluna ¢ 4aCTUYHBIM
neGuIuTOM OMOTHHUAA3BI UMEIOT MSTKYI0 (opmy 3a-
OoneBanus. CHUMOTOMBI OOBIYHO BO3HHMKAIOT TOJIBKO
BO BpeMms WH(MEKIMOHHBIX 3a00JIeBaHWN M cTpecce.
OTH CHMIITOMBI MOTYT BKJIIOYATh MBIIIEYHYIO THIIOTO-
HUIO, KOKHBIEC BBICHINIAHMsI, BBINIAJICHUE Boloc. B ciy-
Yae mo3aHeil MaHngecTanuu 3a00NeBaHus B KIHMHAYE-
CKOW KapTHHE Ha TEPBBIN IJIaH BBICTYMAIOT aTaKCHs,
CHUHJIPOM MBIIIEYHOW JWCTOHWU B COYETAHUH C Jep-
MaTUTOM M amomerueit [9].

OcHOBHBIE METOBI THATHOCTUKHU. K OCHOBHBIM Me-
TOAAaM JMarHOCTUKU HEJOCTATOYHOCTH OMOTHHHIA3bI
OTHOCSITCSI OMOXUMHUYECKHE W MOJIEKYIISIPHO-TEHEeTHYe-
ckue [5, 6, 12]. buoxuMu4aeckre MeTOIbI: METa0OIHIe-
CKHI almj03, HU3Kasi akTHBHOCTh OMOTHHH/IA3bI B ChI-
BOpOTKE KpoBH (B HOpMe — 4,4—12 HMOIBL/MHH/MII)
W opraHuyecKas anuiaypus (MOBBIIIEHUE 3-THIIPOKCHU-
n3oBanepruanoBoil kuciotel). JJHK-anarnocruka: mpu
DTyOOKON HEJOCTAaTOYHOCTH OMOTHHUAA3bl — MyTa-
uuu B reHe Q456H, npu mapuuaibHOM HETO0CTaTOd-
HOCTM — MyTauuu B rene D444H [10, 13].

Jleuenne. Jleuenue Oasupyercss Ha TEpOpPaTHLHOM
npueme OmormHa B mo3e 5-30 wmr/cyt. Ilpm ortcyr-
crBun d¢dexra no3y nopbimaror g0 30 mr/cyt. Jle-
YeHne OMOTHHOM NPOBOIUTCS HEMPEPHIBHO B TEUCHHE
BCEH KU3HU.

IIpornos. Ilpu panHeil AUArHOCTUKE U CBOEBpE-
MEHHO HAa4aTOM JIEYEHWH BCE CHMIITOMBI OOpaTHMEI.
OTCcyTCTBHE JIEUEHUS WIM €ro IMO3JHEee Hadaslo MpH-
BOJSAT K HCUE3HOBEHHIO JIMIIb HEKOTOPBIX CHMIITO-
MOB, HO HEBPOJOTHYECKHE HAPYIICHUS IOJHOCTHIO
KyIupoBaTh HEe ynaetcs. ATpodus 3pUTENbHOTO He-
pBa M TMOTEpS CIIyXa TakKe MOTYT OBbITh YCTOWYUBBI
K Teparnuu, 0COOEHHO €CJIH MPOIIO MHOTO BPEeMEHH
MEX/y UX MOSIBJICHUEM M Ha3HAUCHUEM Teparuu Ouo-
TUHOM.

B kagecTBe neMOHCTpanmuy KIWHHUYECKOTO CIydast
OMOTHHHJIA3HOW HEOCTaTOYHOCTH TPUBOJWM BBIIH-
CKU U3 MCTOpUU OOJIC3HU JIByX HAOIIOABIINXCS HAMU
OonbHBIX. B mepBoM citydyae Ha TMEpBbBIN IUIAH BBIILIH
HEBPOJIOTHYECKHAE HAPYIIEHHS, BO BTOPOM — JIbIXa-
TENbHEIE.
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KNMHUYECKUIN CNYYAN 1

Manpuuk B., 1,5 Mecsina, mOCTYNUI B 3KCTPEH-
HOM HOPSIIKE B OTZAEJIECHHUE MATOJIOTHH JEeTel pPaHHEro
Bospacta JII'b 1 ¢ skamobamm Ha cymoporu, BBIpa-
KEHHOE MIeNyIIeHHe KOXXKH, FHOMHOE OTHAeIsIeMoe U3
mia3. M3 aHamHe3a HM3BECTHO, YTO peOEHOK OT Iep-
BOIl HOpMaJbHO TIPOTEKaBIIEeH OepeMeHHOCTH. Posbr
CPOYHBIE, IKCTPEHHOE KECAPEBO CEUCHUE (KIMHUYECKH
y3kuii Ta3), Bec npu poxnaeHud — 4300 1, oneHka
no mkane Anrap 8/9 6amioB. Beimucan Ha 7-e CyTKu
KHU3HHU B YJOBJICTBOPUTEIBHOM cOCTOSIHUH. C poxkae-
HUSl Ha TPyAHOM BCKapmiuBaHuu. BecoBas npubas-
ka — 1200 T ¢ pokmeHus.

B Bo3pacte nByx Hezaenb MOSBUIMCH paclpocTpa-
HEHHBI JEepMaTUT, THOWHOE OTAEIsIeEMOE M3 IJIa3.
Ha ¢one cumnromarmdeckoro jedenus dp¢exra He
orMmedanock. C 1,5 Mecsia HaOIIOMATHUCEH CYTOPOKHBIC
MIPUCTYTIBI B BHUJE 3aMHUPAHUS C TOHWYECKUM Harps-
KEHHEM KOHEYHOCTEH, ¢ HapacTaHWEM YacTOThl B JU-
Hamuke 10 10 pa3 B cyTku, cepuiiHoe TedueHue. buun
TOCIUTAIN3UPOBAH.

[Ipy mocTymiieHHH: COCTOSIHUE CPEIHEU TSHKECTH.
KoxHble TOKPOBBI CyXHe, ¢ MPOSBICHUSAMH JAepMaTUTa
B BHJIE KPYITHOIUTACTHHYATOTO LIeTyIIeHUs. Buanmbie
ciu3ucThie yucThle. OUeHb pelKue BOJIOCHI Ha TOJI0-
Be. ['HOIHOE OTHENsieMOe W3 KOHBIOHKTHBAJIBHOM IIO-
nmoctu. ToHBI cepana sicHble, pUTMHUYHBIE. B jerkmx
JbIXaHHE TyPpUIIbHOE, XPUIOB HET. JKMBOT MSTKHH,
0e300JIe3HCHHBIH, JOCTYNEH TIIyOOKOH TallbIaIiH.
[leuens, cene3eHKa HE YBEJINYECHBI.

HeBponoruueckuii  craryc:  OpUEHTHPOBOUHBIE
peakiMyu CHHUKEHbl — B3I (UKCUPYET KpPaTKoO-
BpEMEHHO, He cieauT. HeT HauanabHOro ryneHus.
OxpyxHOCTh TONOBBI — 38 cM. JIumo cummeTrpuu-

Hoe. [masmple memu D =S. 3pauku Okpymioi ¢op-
Mbl, D =S, ®TP (+). MpIIeYHbIl TOHYC YMEPEHHO
maddysno cHwkeH. CyXOKWIbHBIE PeQIIeKChl TTOBBI-
LIeHbI, cUMMeTpuyHble. CIIOHTAHHBIE KIJIOHYCBI CTOII.
Tpakuus, 3amuTHBIA pedriexc ocmadmensl. Omopa Ha
Horu cHmxeHa. Oxusiersl AIITP (acuMMmeTpuyaHBIiA
meHo-ToHnuYeckuii peduiekc) u pedaexc Mopo.

bouin  mpoBezeHbl  cieaylomMe  00CIeI0BAHUA:
MPT ronoBHoro mosra — auddy3HOe NOpaKeHHUE
Oenoro BelecTBa, CUMMETPUYHO CHWXEeH MP-curnan
OT TIONKOPKOBEIX siep; DOI — nerkue auddysHble
W3MEHEHHUs] B BHJI€ YTHETEHHS KOPKOBBIX CTPYKTYp
0e3 o4aroBol M OANMICNTHPOPMHONH AaKTUBHOCTH;
VY31 OpromHol MOJOCTH — TenaToCIICHOMETaus;
3pUTEIbHBIE M aKyCTHUECKHE BbI3BAaHHBIC MOTEHIMA-
JIBI TOJIOBHOTO MO3Ta — TPU3HAKH HApYHICHUS IPO-
BE/ICHUS 3PUTENBHON M ClIyXoBoi addepeHTannu mo
TpakTaMm C JIByX CTOPOH.

Knuandeckwii aHanmu3 KpoBW, OOmME aHaW3
Moun — 0Oe3 matonoruu. Kpos Ha BYU oTrpumareis-

Hasi. B OMOXMMHYECKOM aHaIHM3e KPOBU ITOBBIIICHHE
AJIT no 97 en/m (Hopma — 78). JlakTar KpoBHW Ha-
tomak — 4,9 mmone/n (Hopma — 2,3), COOTHOIIIE-
HHUe Jyakrar/mupyBar — 1/35 (nopma 1/20). Ananus
kpou Ha TMC (TaHmeMHasi Macc-CIieKTpoMeTpusi) 6e3
W3MEHEHW. AHaJIN3 MOYM Ha OpraHWYecKue aIumy-
pUH — TIOBBIIIEHA KOHIIEHTPAIHs 2-OKCOTIYyTapOBOil
kuciotel (852,49 MM/M mpu HOpme 0-152 MM/M)
U 3-THJIPOKCUM30BaJIepUaHoOBOi KucIoThl (1428 MM/M
npu HopMme 0-46 MM/M).

bei1 mpoBenmeH mombop aHTUKOHBYJIBCAHTHOW Te-
panmuy ¢ HapalldBaHUEM TEepPaNeBTUYECKUX /03 [0
MaKCHMaJIbHBIX (IAETaKuH, Kenmnpa) — 0e3 CylecTBeH-
HOro 3(hdekra. YUnuThiBas BhIPAKECHHBIC MPOSBICHUS
JIEpMaTUTa, OTCYTCTBHE POCTA BOJIOC, COXPAHSIOIIH-
ecs, HeCMOTpsS Ha AHTHUKOHBYJIHCAHTHYIO Teparwuio,
CYIOPOKHBIE TIPUCTYTBI, 3aJEPKKY ICHXOMOTOPHOTO
pa3BUTHs, METAOOJIMYSCKUE HApYyIICHUs, ObLIa 3aro-
JI03peHa HEJ0CTAaTOYHOCTh OMOTHHHIA3bI.

Ilo pesymsraram SH3UMOAMATHOCTHKA — aKTHB-
HOCTh OMOTHMHHW/A3bl B IIa3ME€ KPOBH PE3KO CHIKEHA
(0,001 aMob/MuH/MIT Tipu HOpME 4,4—15 HMOJTB/MUH/MIT).

B xome oOcnemoBanus wuckioueHsl GMI1-ras-
TIMO3H/103, HEWPOHAIBHBIN TunodycunHo3 1-ro THIa.
JlmarHocTupoBaHa HacJeACTBeHHas O0JIe3Hh OOMe-
Ha — HEJOCTAaTOYHOCTh OMOTHHHJA3bl. PebeHky Ha-
3Ha4eH OuoTHH B 1103¢ 30 MI/CyT.

Karamues 3aboneBaHus: ¢ TMEpPBBIX JTHEH TMOCIe
Ha3HAueHUs OWOTHHA COCTOsHWE peOeHKa YIydIlu-
JOCh — TPEKPATHINCh CYJOPOXKHBIE IPHUCTYTIHI,
MaJIBiUK CTajl aKTHUBHEE, MOSBWJIOCH 3PUTENBHOE CO-
CpeIOTOYCHHE, Hauall YibI0aThcs. B TuHAMUKE YMEHbB-
IIAJIACh BBIPQXKEHHOCTh MBIIICYHON THUIIOTOHHH, PE3-
KO YMEHBIIWIIUCH SBICHUS JIEpMaTUTa, HaYalld PacTH
BOJIOCKL. B 8 MecsleB mnpoTHBOCYIOpOXKHAs Tepa-
nusi Obula OTMEHeHa. B JanbpHEWIeM MPUCTYIbl HE
BO300HOBIsUIHCE. B 1 Trom 1 Mecsll Havanm XOIUTh.
ITo mpocb0e «mai» HAXOMUT W JTaeT 3HAKOMBIE IIpe/I-
MeThl. Hauano ciaoHOM UIpbl — KaTaeT MAalllWHKH.
Peur — enuHuuHBIE CllOBA.

KNMHUYECKUIA CNYYAN 2

HeBouka f., 1 rog 3 mecsma, nocrynuwia B JAI'b
1 ¢ xanmobamu Ha 3aTPyAHEHHOE IbIXaHUE B TEUCHHUE
6 mecsaneB. M3 amamHe3a M3BECTHO, YTO JEBOYKA OT
MIEPBOI HOPMAJIFHO TpOTeKaBIIeld GepemeHHOCTH. Po-
Juiack aoHomeHHas, BecoM 3500 1, olleHKa 110 IIKaje
Amnrap 8/9 OamioB. Beimucana Ha 5-¢ CyTKH KU3HH.
C poxieHus1 HaXOAUJIach Ha TPYJAHOM BCKapMIIMBAaHUH.
Hab6momanace HEBpoioroM 10 6 MeCSIeB IO IOBO-
Iy yCTaHOBOYHOI KpuBomieu. B Bo3pacte 9 mecsies
Ha (OHE TOJHOTO 370POBbS MOSBUIUCH 3aTPyJHEH-
HOE CTPHUJIOPO3HOE IbIXaHue, onplmika. Yepes 2 He-
Jieny oT Hadaia xanod — mpusHaku OPBU. Ha done
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CUMIITOMAaTHYECKOIO JIEYEHMs KaTapajbHBIX SBICHHUH
OoTMeYaslach TIOJIOKUTEJIbHAST IWHAMUKA, NPH 3TOM
COXpaHsICSI YMEPEHHBIM JIapUHIeallbHbIA CTPUIIOP,
HaOIIOaNnuCh TPU3HAKKM anjeproiepMmarura. Yepes
2 mecsina BHOBB sBieHuss OPBU — cyOdeOpunbHas
JUXOpasiKa, THOMHOE OTIENsIeMOe M3 Ivia3, HAaCMOpK,
HIYMHOE JAbIXaHWE, Kalllelb, BIIEPBbIC 3MN30[ I'eHepa-
JM30BaHHbIX TOHUKO-KJIOHMYecKUX cypopor. Ha ¢one
JIEYEHUsI CTPUIOPO3HOE JIBIXaHHE COXPaHAIOCh, Hapac-
TaJau MpU3HAKU aJuIeprojepMaTuTa, MOSBUINCH Hapy-
HIeHUE IIoTaHMs (IONepXHUBaHME), BBIIAICHUE BOJIOC,
CHIJKCHHUE Beca.

IIpy mocTymuieHHH: COCTOSIHUE CPENHEH TSHKECTH.
KoykHble MOKpOBBI CyXue, ¢ MPOSBICHUSMHU aljiepro-
JepMaruta. Bupumselie camsucTele yucTble. OuaroBast
anoneuusi. JlpIxaHue IIyMHOE, JIApUHIealbHbIN CTpU-
JIop. B nerkux npixaHue BE3UKYISIPHOE, HMPOBOIHBIE
xpunsl. ToHBI cepalla pUTMHUHBIE, IIyMOB HeT. JKu-
BOT MSTKHUH, Oe300ie3HeHnbid. [leyens + 1 ¢cM U3-1mox
Kpast peOepHOH Ayru, cesie3eHKa HE yBEIHUYCHA.

Heponoruueckuii craryc: OKpy>KHOCTb TOJIOBbI —
46 cm. Jlumo cuMMeTpuyYHOe, THIOMHMHUA. [7a3-
Heie 1mienu D =S. 3pauku okpymiod ¢opmbl, D =S,
OTP (+). duddysHas mpledHass THIOTOHUS, THUIIO-
pedrexcusi. 3anepxKa MCUXOMOTOPHOTO pa3BUTHA —
pedb Ha ypOBHE JIeIeTa, CUIWT, HE IIOJ3aeT, caMa He
CTOUT, HE XOJHUT.

[IpoBoaunoce obcnenoBanue: MPT romoBHOTrO
MO3ra — TMpH3HAKH cy0arpouu KOpbl TOJIOBHOTO
mo3ra. Ilpu3Hakum JeMHEIMHU3AUUM  MO30JHCTOTO
tena. JlmarHocTtmueckas OpoHxXockormms — 0Oe3 Ta-
tonoruu; DO — ymepenHsle auddy3Hbie H3MeEHe-
HUS, 0e3 04aroBOd W AMHIENTU(OPMHON aKTHBHOCTH.
Knuanaecknii, OMOXUMHYECKUN aHAIN3 KPOBH, OOIITHI
aHanM3 Moun — Oe3 marosjoruu. Jlakrar kpoBu Hato-
mak — 7,9 Mmoie/n (HopMa — 2,3). AHanu3 KpoBU
Ha TMC — 0e3 marojoruu. AHajlu3 MOYU Ha Op-
raHUYECKHE alUIYpPUM — IMOBBIIIEHA KOHIEHTpAIHs
3-rUIPOKCUU30BAIEPHAHOBON KHUCIOTH (450 MM/M
mpu HOpMe 0—-46 MM/M).

YunuTeiBas KIMHUYECKYIO KapTHHY, MeTabonude-
CKHE HapyllIeHus, ObliIa 3aro/103peHa HeJJ0CTaTOYHOCTb
OounornHuaasel. Ilo pesynsraram 3>H3UMOIMATHOCTHUKHI
AKTUBHOCTb OMOTMHHZA3bl B IJIa3ME KPOBU CHIDKEHA
(0,9 amomns/MuH/MI ipu HOpME 4,4—15 HMOIB/MHH/MIT).
[Tocne mocTaHOBKM JMarHo3a JeBOYKAa Hadaja TOy-
yate OMOTHMH B Ao3e 15 mr/cyr. B Teuenme 2 cyTok
KyIHMPOBaH CTPUAOP, B TEUEHHE MOCIEAYIOMINX THEH
cTana Oosiee akTHBHA, YMEHBIIMINCh CUMIITOMBI Jep-
matuTa. Yepez 6 MecsmeB Tocie Hadala Teparmuu
(1 rog 8 mecsieB): Koka 4UCTasi, CTPUIOPA HET, BO-
Jockl pacTyT. [Ipou3HOCHT OKOJIO 5 €IIOB, MOBTOPSIET
HOBBIE CJIOBA, YJIYYLIMJICS MBIIICUHBIH TOHYC, Hayajia
XOIUTb.

OBCYXAEHUE

Hcxon nanHOro 3abonieBaHUsl HANPSMYIO 3aBHUCHUT
OT CBOEBPEMEHHON IOCTAaHOBKM IHAarHO3a M Ha3Ha-
yenus crienuduyeckoit Teparnuu [11, 14]. Tlpu croe-
BPEMEHHO Ha4yaToOM JICYCHWH BCE CHUMIITOMBI 0OpaTh-
Mbl [16, 17]. Ilpu panneli auarHocTuke 3a0oieBaHuUs
1 Ha3HAYCHUHU MAaTOICHETHUYECKOH Tepanuu OMOTHHOM
y IAIMEHTOB B OOOMX KIMHHYECKHUX Cllydasx yha-
J0Ch OBICTPO KyNUPOBaTh HEHPOKOXKHBIE CHHIPOMBI,
JbIXaTeJIbHbIC HapyLICHUs, NOOUTHCS 3HAYMMOU IIO-
JIO)KUTENIBHON JWHAMUKHA MCHUXOMOTOPHOTO Pa3BUTHAL.
B HekoTOophIX CTpaHaX BBISBICHHEC OMOTHHHIA3HOM
HEJIOCTaTOYHOCTH BKJIFOYEHO B IPOrpaMMbl HEOHa-
TaJbHOTO CKPUHHMHIA HOBOPOXJIEHHBIX. B Hacrosiee
BpeMsi oH nposoxutcs B CIIA, mHorux crpanax Es-
porsl ¥ Snonun. CKpUHUHT HOBOPOXKACHHBIX Ha He-
JIOCTaTOYHOCTh OMOTHHHIA3bl — 3TO OJHA M3 CaMbIX
YCHEWIHBIX MporpamMMm 00CJIeIOBaHUS HOBOPOXK/ICH-
HbIX [8, 13, 18]. OH no3BossieT 0OHAPYKUTH 3aboJie-
BaHME M HauaTh JICUCHHE HA JOKIMHUYECKOH cTaauu
U TEM CaMbIM HPEAOTBPATUTh HEOOPATHUMBbIE OCIIOX-
Henus (8, 17]. B mampHeimem TakuM Ma@ieHTaM He-
00X0IMMO exerofHoe 00cieJ0BaHie, BKIIIOYAIOIIee
OLIGHKY 3pEHHsl, CIyXa, KOHTPOJIb OMOTHHA B IUIa3Me
KPOBU M THAPOKCUBAJICPUAHOBON KHCJIOTHI B MOUYE.

BbIBOAbI

B naHHBIX HaONIOACHUSX BOBPEMS 3allOA03PUTH
neuuuT OMOTHHU3AAbl TIOMOIIM XapaKTEepPHbBIC s
JTAHHOTO 3a00JIeBaHUSI CHUMIITOMBI: OCTpPO€ Hayao,
(hapMaKkoOpe3NCTEeHTHBIE CYIOpPOXHBIE MPHUCTYIIBI, 3a-
JIep’KKa TICUXOMOTOPHOTO Pa3BHUTHS, SBJICHHUS Jep-
MaTuTa, UMMYHOICQUIINT, IbIXaTeIbHbIC HApYLICHUS
W SIPKUE cUMITOM OWMOTHMHMIA3HOM HEIOCTAaTOYHO-
¢t — anorienusi. Taxke B 3THX CIIy4asX THIUYHBIM
OBIT OBICTPBIN W BBIPOKCHHBIN TepanmeBTHUCCKUN d(-
¢dexr 6noTnHa B 103e 15-30 Mr/cyT ¢ mpekpaiieHueM
CYIOPOT U BO3MOXXHOCTBIO OTMEHBI aHTHUKOHBYJIbCAH-
TOB, PErpeccoM HEBPOJIOTHMYECKHX, KOXKHBIX, IbIXa-
TEJIbHBIX PACCTPOUCTB.

BBesienne uccnenoBaHus Ha OMOTHHHJIAQ3HYIO He-
JOCTaTOYHOCTh B HAIMOHAJBHYIO MPOrpaMMy HEOHa-
TaJbHOIO CKpuHUHra B Poccuiickoit @enepauun mor-
70 OBl cTaTh 3()(PEKTUBHBIM METOAOM MPO(PHUIAKTHKH
KUZHEYTPOXKAIOMINX OCIOKHEHWH TaHHOTO 3aboieBa-
HUSL ¥ CHW)KEHUSI JIETCKOW MHBAJIWJAHOCTH, TaK KaK OT
CBOEBPEMEHHOH MMOCTaHOBKH IPAaBUIBHOIO JMArHO3a
W Ha3HAuYEHHs CHenH(UUYECKOW Teparnuu 3aBHCHUT HC-
X011 3a00sIeBaHUs.
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