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KJIMHWYECKUW CNTYYAN HEQOCTATOYHOCTU
BUOTUHNOA3bI Y PEBEHKA PAHHEFO BO3PACTA

HacnencreHHble 60ne3HM 0OMeHa BELLECTB — MOHOMeHHbIe HapyLUEHWs, BbI3BaHHbIE MyTaLMAMM B reHax, KOAMPYoLWMX dhep-
MeHTbI Unu Apyrue 6enku, y4acTByloLve B onpefeneHHoM Metabonnyeckom npouecce. Ocoboe BHVMMaHMe K 3TOMy Knaccy
3aboneBaHu CBA3aHO C TeM, YTO ANs MHOMMX DOPM HaCNeACTBEHHbIX OonesHelt oOMeHa co3faHbl cneumduryeckne MeToabl
Tepanuu. HeoCTaTouHOCTb BUOTUHMAA3L! — 3ab0neBaHMe, 0BYCNIOBNEHHOE MyTaUMSAMU B reHe, KoampyoLieM hepMeHT bro-
TUHWAA3Y, YTO NPUBOAMT K HapyLLEeHWIO paboTbl BCeX OMOTUH3aBUCKMMbIX Kapbokcrnas, aedrumTy BHYTPUKNETOYHOro O1OTY-
Ha. [laHHoe 3aboneBaHue NposBSeTCS HEBPONOrMYECKUMM N KOXHBIMK CUMATOMaMK y AeTen B Bo3pacTe 1-6 mecaues. B
CTaTbe NpuBeAeH NpyMep CODCTBEHHOTO KIIMHUYECKOro HabMoAeHNs HeQOCTaTOMHOCT BMOTUHIMAA3bI Y pebeHka paHHero
BO3pacTa.

KntoueBble cnoBa: O1OTMHNAA3a; OVMOTUH; CyAOPOXKHbIV CUHAPOM Yy IeTel paHHero Bo3pacTa
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CLINICAL CASE OF BIOTINIDASE INSUFFICIENCY IN A CHILD OF AN EARLY AGE

Hereditary metabolic diseases = monogenic disorders caused by mutations in genes encoding enzymes or other proteins
involved in a particular metabolic process. For many forms of hereditary metabolic diseases were created specific treatment.
That is why it catches a particular attention. Biotinidase deficiency is a disease caused by mutations in the gene encoding the
biotinidase enzyme, which leads to disruption of all biotin-dependent carboxylases, and intracellular biotin deficiency. This
disease is manifested by neurological and skin symptoms in children aged 1to 6 months. The article provides an example of

our own clinical observation of biotinidase deficiency in a young child.
Key words: biotinidase; biotin; convulsive syndrome in children of early age

acje/nCcTBeHHble 0oJie3Hn OOMeHa BelecTB
(HBO) — MOHOTreHHbIe HapyUIeHHsl, BbI3BAH-
Hble MYTallUgMH B TeHaX, KOAUPYoumx dep-
MEHTDI WU APYyTHe GeIKHN, YIacTBYIONINE B ONpe/eIeH-
HOM MeTaboJndeckoM Tpoiecce. OTIMYUTENbHOM
4epToifl JAaHHOI TPYNIBI 3a00eBaHNN SABJISCTCS HAH-
Yie BBICOKOCTETM(UIHBIX GUOXUMIUYECKITX MapKepOB,
Ha BBISIBIEHUN KOTOPBIX Oazupyercs: JabopaTtopHast
muarnoctrka HBO. Oco6oe BHUMaHUE K 9TOMY KJIACCY
3a00JI€BaHMIl CBSI3AHO C TeM, 4TO JUUIs MHOTHX (hopM
HBO coszmanbr crerudmaeckne Metonbl Tepanun [1].
OpuuM u3 nHanboJiee KypalesbHBIX 3a00J€BaHUI
rpymbl HBO siBiisieTcst MHOKeCTBEHHAsT KaPOOKCUIIA3-
Hast Hegocrarounocts (MKH) win HeZOCTaTOYHOCTD
6uornnngassl. MKH — 3TO ayTOCOMHO-periecCHBHOE
3abosieBanne, OOYCJIOBJIEHHOE MYyTalUsIMH B TEHE,
KomupytoiieM dhepMeHT OMOTUHIIA3Y, YTO MPUBOIUT K
HapyIIeHnto paGoThl BceX OMOTUH3ABUCUMbBIX KapOOK-
cunas [2-4]. Yacrora MKH — 1 caryyaii na 40000 HoBo-
POKIeHHBIX feTeii [3].
Brortnangasa, coxepskamascsa B KJIETKaX IEYCHM,
MOYeK, B CHIBOPOTKE KPOBHU, y9acTByeT B oOMeHe O1O-
iHa (Butamun B7): BbIcBOGOKAass GMOTHMH, TTOCTyTA-
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OIMI ¢ NMUIel U CBA3aHHDBIA ¢ OEJIKOM, J[eJIaeT ero
MPUTOHBIM /sl CBSI3BIBAHUSI C ANOKapOOKCUIA30i 1
0o6pa3oBaHmsl aKTHBHOTO (DepMeHTa; paciienisier Gruo-
mutuH  (GMOTHHMJIINEUH), SIBJASIONIMACA TIPOLYKTOM
gerpajanuu  OMOTUH3ABUCHMBIX KapOOKCHIa3, TeM
caMbIM 00€eCIeYrBasi BOCCTAHOBJIEHHE HEYCTOWIMBOTO
cBoboHOrO GrotnHa. HeaocTarouHoCTb GHOTHHUAA3DI
MPUBOAUT K JepUIUTY BHYTPUKJIETOYHOTO OMOTHHA,
KOTOPbIil MOskeT ObiTh napiuanbibiv (10-30 % ot cpea-
Hell HOPMaJbHOW aKTMBHOCTH B CBIBOPOTKE) WJIM TJIy-
6okuM (Menee 10 % HOPMaJbHOI aKTMBHOCTH B CBHIBO-
potke) [2, 3].

Hapymenue dbyHKImm KapOOKCHIa3 SBASIETCS MPHU-
YMHOW JIAKTATAlNZ03a W BTOPUYHON TUIIEpaMMOHIE-
mun. Keroannjo3 siBiasieTcsl TPU3HAKOM MPOIOJEKU-
TENbHOW HEJIOCTATOYHOCTH OHOTHHA B OpTaHU3ME M
MOJKET He BBISBJISITHCS HA HAYAJIbHBIX dTamax OOJIe3HIH
[5].

Cpennuii Bodpact me6iora 3a60I€BaHUST COCTABJISIET
1-6 MecsitieB, B pEAKUX CJAydYasiXx MaHU(PECTUPYET MOCIe
10 ner. MKH mnposiBisieTcss B TIepByIo ouepe/ib HEBPO-
JIOTHYECKON CUMIITOMATHKON M KOKHBIMU CHHAPOMAaMI
(ra6muma). HeppoJormyeckue HapylnIeHusI B TeYeHUe
OTIPE/IEJIEHHOTO TepPUoJa MOTYT ObITh €IUHCTBEHHBIM
MPU3HAKOM 3a00JIEBAHUS, CTEINEHDb TSIKECTH KOTOPOTO
3aBUCHT OT YPOBHSI aKTHBHOCTU GUOTHHUIA3BI [6-8].

[Tpuopurernyto ponb B anarnoctnke MKH urparor
OMOXVMHUYECKUE M MOJIEKY/ISIPHO-TEHETHYECKITE METO/IbI

HNCcaeJ0BaHNA.
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Tabnuua

KnuHnyeckne nposaeneHna MHOXXeCTBeHHOM Kap60KCVIﬂa3HOI7I HeaoCTaTo4yHOCTUN

Table
Clinical manifestations of multiple carboxylase deficiency

HeBponorwquKMe

Comatunyeckume

- MbllUeYHas rMNoTOHMA /CNacTU4eCcKniA TeTpanapes

- NNapyHreanbHbIi CTPUAOP

- cyanoporn

- TaxXWnHo3/anHo3

- HapytleHve CoO3HaHus (I'IDI/I Bblpa>XeHHOM J'IaKTaTaU.M,ELOBe)

- 3afepPXKa pocTa

- 3aep>XKa MOTOPHOIo 1 pe4eBOro pa3snTua

- AepMaTunT

- arakcmsa

- anoneuna

- HapyuleHwne rnotaHnsa

- 3K3eMa

- CeHcoHeBpalbHada TYroyxoctb

- avcnentuyeckre npoasneHna

- Muesionatusg

- UMMyHOAEMULMT (MUKO3bI, HaCTble PECTNPATOPHbIE

- CHUXXEHWE OCTPOTbI 3peHns, CKOTOMbI, aTPOdUd ANCKOB 3pUTESIbHBIX HEPBOB

3aboneBaHus, KeDaTOKOHb}OHKTVIBI/IT)

bBuoxumudecknmMn Mapkepamu jeduiiura GHOTHHN-
JIa3bl ABJIIOTCS:

- sakraraiuo3 (HopMaabHbiil yposenb pH kpoBu
7,35-7,45; makrara kposu 0,5-2,2 MMoJb,/ 1),

- aIUIypus: TMOBBIMIEHA HKCKPEINA ¢ MOYOH opra-
HUYECKUX KHCJOT: 3-THAPOKCHHM30BATICPHAHOBOII,
3-MeTHJIKPOTOHOBOI, TPOMMOHOBOH, 3-THAPOKCHIIPOIII-
OHOBOH, 3-0KCU-2-MeTHIMACSHOM, 3-MeTUI-KPOTOHILII-
TJINITITHA;

- runepamMonuemusi (B HOpME aMMOHHI KpOBU
18-72 MMoub/ 11);

- HHM3Kas aKTUBHOCTb OMOTMHUAA3bI B KPOBU
(pedepencubie sHavenust 6motnHUAA3bI 4,4-15 HMOJID,/
MuH,/ MIT).

MosekyIsIpHO-TeHeTYecKas ANATHOCTHKA: TIPH PaH-
ueit popme MKH MyTaHTHBIH reH JTOKaIM30BaH HA XPO-
Mocome 21, yuactre q22.1 [9]. Tloznuss dpopma Berpe-
vaercst ipu Myranun reno Gggdi3 u Arg538Cys [3].

Jlewennme MKH sakmodaeTcsa B mpreMe 6MOTHHA Ha
TMPOTSKEHNN BCell SKU3HU W B CHMIITOMATHYECKOH Tepa-
muu [6]. CBoeBpeMeHHO HAa3HAYEHHBIH MprueM OMOTHHA
He TOJIbKO NPeyIPeXK/IaeT MporpeccupoBanie 3a6oe-
BaHNsA, HO ¥ TIPUBOANUT K KYMHPOBAHWIO TSKEJBIX
HeBposIormdecknx mpossiaennit mpu MKH [3].

IMpodunaktukoit MKH saBasgercsa mpeHaTambHas
JMATHOCTHKA, KOTOpas 3aKJII0YaeTcs B OIpe/eIeHIN
AKTUBHOCTH OMOTHHUAA3bI B BOPCHHAX XOPHOHA W
MOJICKYIIPHO-TEHETUYECKUX MeTO/IaX WCCJIeTOBAHIA.
Kpome toro, Bo muorux crpanax (CIITA, crpambl
Epoubi, SoHus) OPOBOAUTCSA CKPUHUHIOBOE HCCJIE-
JlOBaHne ypOBHsI OMOTHHU/A3bl B TepudepuyecKoii
KPOBH, IPOBOANMOE C HOMOIIBIO G1anK-puabTpos [9].

B cBoeil cratbe Mbl mpezicTaBiseM KIMHUYECKUI
cJIyYail, MOKa3bIBAIONIMIT OCOOEHHOCTH JIUATHOCTUKU W
Pe3YJIbTATbI JIEUeHUsT ATOTO 3a60JIeBAHUSI.

Kymnnueckuii cayyaii

Mampunk C., 2 Mecdna, TOCIUTAJIN3NPOBAH B OT/Ie-
JeHne IS JeTell ¢ TOpaskeHMeM TICHXUKH, HEepBHOI
CHCTEeMBI W OIIOPHO-/IBUTAaTeIbHOTO ammapata [AY3
«Kemeposckast o6sactHast KAnHIYeCKast GOJbHINA WM.
C.B. Bexgesas ¢ xamobamu:

- TOHHYECKHE aKCHATbHBIE W MHOKJIOHUYECKHE
MPHUCTYIIBI, JUINTEIHHOCTBIO HECKOIBKO CeKyH/. B Tede-
Hue guast HaObmogamoch 10-12 mpucTynos, BO3HUKAIO-
MUX Kak B GOJPCTBOBAHUHU, TaK M BO BPEMSI CHA;

- 3a/epKKy pa3BUTHA: PEOCHOK He CJICIUT 3a
mpeaMeTaMH, TOJOBY He yAep:KUBaeT, Ha 3BYKH He
pearmpyeTt, OoTMeyaeTcsl yrHeTeHHe 3MOIMOHATLHON M
JIBUTATEJbHON aKTUBHOCTH;

- CTOHYyIIee JbIXaHIe.

W3 amamMHe3a 3a60jeBaHUSA BBIICHEHO, 4YTO [0
1,5 MecsitieB peGeHOK POC 1 Pa3BUBAJICS COOTBETCTBEHHO
BO3pACTy, 3aTeM BO3HUKJN 3MUICHTUYICCKUE TTPUCTYIIBI
B BUJI€ CEPUITHBIX CHMMETPUYHBIX MUOKJOHUI B PyKax
qaTenbHocThio oT 10 cexyn go 1 mumyThl. B 1,5 Mecs-
11a peGeHoK ObLT 06CIe/JOBAH B CUXOHEBPOJIOTTYECKOM
OT/IEJICHNN TI0 MECTy KHUTeJabcTBA. IIpm Heilipoconorpa-
(un GbL1a BoisiB/IeHA iUsaTaIis OOKOBBIX JKEJTy/I0YKOB;
na 23T ompenesnena rtumncaputmus. Y 3U opranos
OPIOITHON MOJOCTH — TIATOJOTMYECKUX WM3MEHEeHUIH He
BbIsIBJIEHO. Buoxummuecknit anamms kposn (Guampy-
OUH, TpaHCAMUHA3bI, LEPYJIOIIA3MUH) B HOPME.

ITo pesysabTaTaM WHCCAEAOBAHUS KPOBH METOIOM
TAH/IEMHOH Macc-CIIEKTPOMETPUH BBISBICHO IIOBBIIIE-
HWEe KOHIEHTPAIMW 3-TUIPOKCUU30BATEPUII-2Me-
TI-3rugpokcnbyTupuakapantnaa. CogepKaHne aMu-
HOKHCJOT B MOYe COOTBETCTBYET HOPMATUBHBIM
TTOKA3aTeIAM.

PeGenky Gbla ycTaHOB/IEH MarHo3: cuuapoM Becra.
Hasnaven /lemmakun cuporn B cpe/iHeil TeparneBTuYecKoi
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JI03MPOBKe. PeKoMeH0BaHO OmpesiesieHne aKTHBHOCTH
OUOTUHIIA3bI.

Ha MoMeHT mocCTyIieHHsT B OT/esienne peGeHoK
nosydas lenakun cupoi B 03e 36 Mr/Kr B JieHb, Ge3
HOJIOKUTENBHO AMHAMUKU 110 4acTOTE IPUCTYIIOB.

Anamue3 skusHH: peGeHOK 0T 3 GepeMeHHOCTH,
2 pomos (1 Memunmuckmii a6opr). Hacrostmas Gepe-
MEHHOCTb TIpOTeKaJa Ha (OHe aHeMHH, TOKCHKO3a,
XPOHNYECKOH (PeTOMIaleHTapHONH HeI0CTaTOUYHOCTH,
oxkupenns. Ponbl cpoumble, caMocTosTeJabHBIE. Bec
npu poxzaennu 3800 r, poct 55 cM. OneHka 1o MIKajIe
Armrap 8/8 6annoB. Boimcan n3 poAnIbHOTO 0Ma Ha
5-e cytku. Matb 23 roma, orerl 26 JeT, cOMaTUIeCKN
3710pOBEI. B ceMbe 1049b 3-X JIeT, 370poBa.

[Ipu moctymieEnn cocTosnne pe6eHKa TKeJoe 3a
CUeT CYZIOPOKHOTO cHHIpoMa. IIpaBmiabHOTO Tesocmo-
JKEHNS, YAOBJETBOPHUTEJbLHOTO TNHTaHUA. KoXHBIE
TMOKPOBBI (PU3MOTOTHUECKON OKPACKHM, HA BOJOCHCTOMH
YaCTH TOJIOBBI THEJIC, 2JeMeHTbl JepMaTuTa B 06JacTh
6poseii. OTMmevaeTcst rurepeMusi BeK, KOHDIOHKTHBA
Gsiesino-posoBasi. Ilepudepuueckie JauMparnieckie
y3JbI He yBelIndeHbl. /[pIXaHme >XecTKoe, paBHOMEPHO
MIPOBOINTCST HAJL JIETOYHBIMU TOJISIMH, ¢ 4acToToil 40 B
MUHYTY, HepHojnieckn peGeHok ctoHeT. ToHbI cep/ia
SCHbIE, PUTMHUYHBIE ¢ 9acToToif 122 ynapa B MHUHYTY.
JKusor mnpu mnanpnanun Gez6osesnennbiii. Iledenn
BBICTYTIAeT M3-TIOJ Kpas pebepHoit ayru 10 1 cM, aia-
ctuynag. Cernesenka He yBeamdeHa. CTyJs HeycToiunm-
BbIii, MOYEHCIIYCKaHHs He HApyIIeHb.

Hespomorndecknii cratyc: OKpPY>KHOCTb TOJIOBBI
41 cM. Bosbmioit pogamuok 1,5 x 1,5 ¢M, Ha ypoBHE
KocTell dYepema. IMOIWMOHAJbHAS U JBHUTATEJIbHAS
AKTUBHOCTH yrHETeHbl. Barssiy ne dpukcupyer, He mpo-
CJIeKMBAET, CIIOHTAHHDIE [ABHMKEHUSI TJIA3HBIX SI0JIOK B
HOJTHOM 00beMe, HHUCTarMa HeT, 3PAYKh [PABUIbHON
(opMbl, peakiu Ha CBET JKUBbIE, CHMMETPUYHbIE.
Jlutto cummerpuuno. Ilmau tuxwii. [motounsiit ped-
Jexc coxpaHeH. Tomyc wmpimm anddysHo CHIDKEH.
Cyxoskusbhble peduiekcobl KuBble, 6e3 aHusopeduiek-
cun. TomoBy He yaepskuBaer. Omopbl Ha HOTH HeT.
Peaxrirss Ha ocMoTp Bamas. CoceT akKTHBHO, HEpUOII-
YecKH CPBITHBaeT. BekapMimBaHme cMeIanHoe.

PesysibraTbl 1POBE/IEHHBIX B OT/EJE€HUN HCCJAE0-
BaHMUIi:

O6mmit 1 6HoXMMIYecKuil aHaans Kposu (Ouampy-
OuH, caxap, TPAaHCAMUHA3bl, HOHOrPaMMa) — €3 MaTo-
JIOTHYECKUX U3MEHEeHUN.

KonnenTtpannusa BaJbnpoeBOH KHCJIOTBI B KPOBU
127 MKr/ M.

AKTUBHOCTD OMOTHHMAA3bl B KpoBu 2,07 HMOJb,/
mut,/ M (B HopMe 4,4-12 HMOJIb,/ MuH,/ MJI).

dyeKTpoKapanorpaduss — BapuaHT HOPMBI.

IXO-kapanorpadusa: B cpenmeil TpeTnm Meskmpes-
cepHOI meperopojaku Jommpyercs aedekt 0,2-0,3 cm
co c6pPOCOM KpOBM CJieBa HaNpaBo. 3ak/IioyeHune:
Cucrosndeckast (PyHKIHSI JIEBOTO YKeJIY0UKA YI0BIET-
BoputesbHasi. OTKPBITOE OBAJIBHOE OKHO. BPOsKI€HHDII
MOPOK cep/iia — eeKT MEKIIPEACEP/HOIT TTeperopo/i-
Ku?

Y 3U opraHoB GPIONTHOIT 1OJOCTH — €3 MATOJIOTH-
YeCKUX U3MEHEHUil.

OcMOTpeH CypP/IOJIOTOM: TYTOYXOCTb.

Koncynpranusa odgraabmosiora: 6e3 maToJoTHH.

MyubTHCIIpaIbHAS TOMOTPadusi TOJIOBHOTO MO3Ta
¢ nocaexytormumu 3D, MPR 1 MIP pexoncTpyRImmaMu:
YMepeHHO pacIIupeHbl HapysKHbIE JHKBOPHbBIE IPO-
crpancTBa. B o6enx remucdepax GOJBIIOTO MO3ra
MO3’K€YKa MHOKECTBEHHbBIE MOJUMOPMHBIE yYaCTKH
CHIDKEHUST TIJIOTHOCTH.

Ha ocHoBanum pe3yibraTtoB o6cieqoBaHust ObLT
BbICTaBJIeH Auaruo3: HelipomeraGoinmueckoe 3a60ieBa-
HUE W3 TPYNIbl OPraHUYECKUX aAMUHOAIIUOMATUIH.
Hemocrarounocts GuotwHUAa3bl. MeTaboandeckast
SIUJIETICUSI, CUMMETPUYHDbIE TOHHMYECKHE AKCHATbHHDIE
MPUCTYIIBI B COYETAHUH C MHOKJIOHUYECKUMU.
BoIpaskeHHBIT MHUOTOHUYECKHIT CcuHAPOM. I[pybas
3a/lepsKKa MOTOPHOTO Pa3BUTHSI.

PeGenky ObLI0 mpoBesieHO Jedenue: 6uotud 30 Mr
B JieHb, sbkap 30 % 15 Katesb B [ieHb, JeBeTHpaleraM
B pactBope 32 Mr/Kr B JieHb, TOCTEINEHHAs OTMEeHa
[lenaknna. B amHaMuke cocrosiHie peGeHKa yIIydIiu-
JIOCh, CYZOPOTU KYIHUPOBAHBI Yepe3 TPHU [HS TMOCJIE
Havyasjga Tepanun OUOTHHOM.

Karamues 3a6osieBaHusi: NpH ANHAMHYECKOM
HabJIoIeHNn B Bo3pacTe 1 rofia oT™MeueHa mOI0KUTEb-
Hasl IMHAMUKA B TICUXOMOTOPHOM Pa3BUTHH — PEGEHOK
CaMOCTOSITEJTHHO CH/UT, XOPOIIO TMOJI3a€T, BCTAET U
XOaUT y onopbl. Habroaercst cyproioroM mo mOBOILY
HeHpoCeHCOPHOI TYTOYXOCTH 3 CTEeleHu.
ITpOTHBOCYIOPOKHYIO TEPAIMIO HE TOJTYYAET.

3AKJIIOMEHUE

DapMakope3nCTEHTHbIE CYyJOPOTH B COYETAHUU C
CUMIITOMOKOMILJIEKCOM <«BSJIOTO peGeHKa» ¥ TMPOsBIe-
HUSIMU JIepMaTHTA TIO3BOJIIIN TIPEITIONOKITh ¥ pefeHKa
HacJaeACTBeHHOe 3a0oJeBanne oOMeHa. B masbmeiinem,
B pe3yJbTaTe AWArHOCTUYECKOTO MOWCKA OBLT BBISBJIEH
nebunut OmoTwHUIA3bl. Hazmauenwme OGMOTHHA B BO3-
PACTHOIT T03UPOBKE TIO3BOJINIO TIOJTHOCTHIO KyTTHPOBATh
CYIOPOKHDBIN CUHIPOM W TIPUBEJIO K PETPECCY HEBPOJIO-
TUYECKNX CHMIITOMOB B T€UEHNE HECKOJIbKIX MECSIIIEB.
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OBMEH OT1bITOM

Nudopmanus o punancuposannu u KoHGpIHKTE HHTEPECOB

WccnenoBanue He MMeEJO CITIOHCOPCKOM TOIEPIKKH.
ABTODPBI JIEKJAPUPYIOT OTCYTCTBUE SBHBIX W MOTEHIMATHHBIX KOH(MIMKTOB WHTEPECOB, CBI3aHHBIX C TyOJIH-
Kalmeill HacTOsIel CTaTbu.
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