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Ko)kHble npoasneHna npu HbO

CocyaucTble NoparKeHUA — aHrMOKepPaToOMbl / Te/IeaHIMIKTa3um
UxTnos

JK3emaTo3Hble cbinu / cebopeiHblii aepmaTut

AHOMAaNbHAA NUrMeHTaumA

dOoTOUYBCTBUTE/IBHOCTb

Apabnoctb Koxu = cutis laxa

N3meHeHue co CTOPOHbI BONOC: anaoneuusa / usmeHeHue CTPYKTYpbl BOs1OCa



Ha3oBuTte 3abosieBaHMe ¢ TAaKUM BO3MOMKHbIM COYeTaHuem
KOXXHbIX CMMNTOMOB?

JK3emaTo3HaA KOXHaA Cbinb
CebopenHbin AepmMaTmT
KaHanaos

KOHBIOHKTUBUT

Anoneuma

2010/06/30 12:55

RPS Tomar et al. Biotinidase deficiency,
Medical Journal Armed Forces India,
Volume 68, Issue 1, 2012, Pages 81-83.



MpaBuabHbIN OTBET

e [lpaBU/IbHbIN OTBET — AePUUNT BUOTUHNAA3bI



Nedunumut 6UOTUHMAA3DI
(OMIM #253260)

AP HacneactBeHHOe HEelMPOKOoXHoe meTabonnyeckoe 3abonesaHune, BamsoLee Ha
3HAOTEeHHYI0 pPeunprynaumio n BbiceoboxkaeHne bunotmHa (B7 / H) 3 nuwesoro 6enka.

Bnepsbie onucaHo Wolf u konneramm B 1983 r.

YacToTa BCcTpeyaemoctn aedpmnumnta 6UOTUHUOA3bI:
1 Ha 60 000 (rny6okun gepumumnt — 1: 137 400)

BxoauT B COCTaB

Wolf B. Biotinidase Deficiency. 2000 Mar 24 [Updated 2023 May 25]. In: Adam MP,
Bick S, Mirzaa GM, et al., editors. GeneReviews®



Knaccudukauma peduumnta 6MoTMHMAa3LbI

Ha ocHOBe 0CTaTOYHOM aKTUBHOCTU GEPMEHTA:

* Thybokunin pepuuut (akTUBHOCTL pepmeHTa meHee 10%) — nuk gebiota 3,5 mecaua (ot

7 aHen po 10 ner)

* YactnuHbin aedunumt (10-30% oT HOpMmanbHOW PepPMEHTATUBHOM aKTUBHOCTM)



TUNUYHDBIN HOBOPOXKAEHHDbIN C TYOOKUM aeduunTom
6uoTnHMAasLI

¢ OCTpaﬂ HeBpPOIOrnM4ecCkan MaHVI(IJECTaLI,MHZ pBOTa, Cyaoporn, mbilue4yHad rmMnoToHMA

* KOoXHble NpoABaAeHNA: 3K3eMaTO3HaA Cblinb, CE60p€VIHbIVI AEPMaTUT, anoneuund /
BblNnageHne peCHn,

* PecnupatopHble HapyLIeHUA: TMNEePBEHTUNALMA, CTPUAOP, AaNHO3
+

J1abopaTopHbIe USMEeHeHUA:

MmeTabonmyeckmin aumaos, runepnakratemums > 2,2 MMonb/n,

YMepeHHaA rhtnepaMmmoHnemMmnA



Tepanus

* Bce nmua c rmyboKMm 1 4actuyHbIM Aednunutom 6UOTUHKMAA3bI A0NKHbI MOAYYaTb IeYeHUe
nepopasbHbiM BMOTMHOM B cBO6OAHOM Ppopme!
* [nyboknit pepunumnt: 5-10 mr/cyTku

— Peros
* YacTuyHbii aednumt: 2,5-10 mr /cyTKu

6 MrébmotmHa— 1
nakeTuk



Kakue 3aboneBaHuna cneayert npeanosaratb y nauueHTa co
cnegyrowmmm cumnTtomamm?




MpaBuabHbIN OTBET

AKpO,EI,epMaTMT 3HTepOI'IaTMLIeCKMl7I / KOXHble NpoAasaeHna, HanoMmmHarowmne

3HTeponaTnyeckni akpogepmatut («like»)



JHTeponaTUYEeCKUM akpoaepmaTmT

[eHeTU4YeCKn-accouMMUPOBAHHDIN:

Nedbnunt unHKa

MyKoBsocumnao3

HepoctaTtoyHOCTb OMOTMHMAA3bI

OpraHuyeckue aumaypuu / bonesHb moum ¢ 3anaxom KJ1eHOBOro cmpona

UutpynnmHemua

[MpnobpeTeHHbIN: AePULNT LMHKA, KBALLMOPKOP U Ap.



AKpogepmaTtuTt npu uutpynamHemun 1 tuna

Bruni et al. A Case of Acrodermatitis
Dysmetabolica in a Child Affected by Citrullinen
Type |: When Early Diagnosis and Timely
Treatment Are Not Enough. Children 2023, 10,

1491.



BpoXXaeHHbIN nXTnos?

«KonnongHolt n1oa», KOHTPAKTypPbl CYCTaBOB,
aHacapKa
+

[enaTocnneHomeranusa
+

TpombounToneHmna, aHemus
+

MoBblWeHWe YPOBHA TpaHCaMMHa3, KoarysonaTtus

https://doi.org/10.3389/fped.2019.00201



https://doi.org/10.3389/fped.2019.00201

MoHronongHble nATHa — nosoA AnAa 6ecnoKkoncrsa?

Manbumnk 12 mecaues

Hanobbl: Ha MobanbHYO 3a4ePXKKY Pa3BUTUA (YAEePKUBAET ro/ioBy B
BepTUKanbHOM nonoxeHum HE ctabunbHo, nepeBopaymsBaeTcs Ha BOK ¢
2X CTOPOH, B MOJIOXKEHUWN HA }KUBOTE — KPAaTKOBPEMEHHO YyAEPKUBAET
ro/1I0BYy C ONOPOM Ha Npeansieybsa Nod oCTPbIM YII0OM)

OcobeHHocTn GpeHoTmna: orpybieHmne 4epT Amua, BbiCTynatowme
No6Hble Byrpbl, MOHFONIOMAHbBIE NATHA C PACMPOCTPAHEHNEM HA KOXY
BEPXHEN TPETU CMUHDbI, BEPXHNE KOHEYHOCTH

OcobeHHOCTM COMATUYECKOro cTaTyca: YyMepeHHas
renaTtocn/ieHoOMeranms, ABYyCTOPOHHAA NaxoBas rPbixKa

Ashrafi, Mahmood Reza et al.
Extensive Mongolian Spots: A Clinical Sign Merits Special Attention. Pediatric
Neurology, Volume 34, Issue 2, 143 - 145



KaKkue Bawiy mbican?

OTAroweH MaTepPMHCKUIM aHaMHe3:
CUCTEMHAA KpaCHaA BO/IYAHKA,
ABYCTOPOHHMIN KOKCApTpO3

KOXHbIX NnpoABaeHuUA:

KONbLLeBUAHbIE 3PUTEMATO3HbIE BAALLKK
C WenyweHuem 1 /Unm UeHTpaibHbIM
NPOCBETNIEHNEM

+ CUMMTOM «COBMHBbIX rna3» / rnas
«EeHOoTa»

Apxus Mamaesoli E.A.., 2026 T.
®oTo NpeaoCcTaBaEHbI C COMNACKA 3aKOHHbIX NPeACTaBUTeNeN NALUEHTa.



Bawu npeanonoxeHuma?

https://www.epilepsy.com/causes/structural/incontinentia-pigmenti



Hepep)XaHue nUrmeHra =
cnHapom bnoxa-Cynbubeprepa

* X-cuenneHHoe MyibTUCUCTEMHOE 3aboneBaHuMe (BCTpevyaeTca NPenMyLLLEeCTBEHHO Y IeBOYEK), MopaXkatoLlee KOXY,
BONIOCbI, 3yObl, HOITU, Na3a U LEEHTPA/IbHYIO HEPBHYIO CUCTEMY.

* CTagumnHoe TeyeHue

(poxkaeHune — 4 mecaueB): IMHENHO pacnonoxKeHHble (Mo AMHMAM BnalKko) ny3bipu U NYCTYbl Ha
3pUTEMATO3HOM OCHOBAHUM

(2-6 mecAueB): NpoAo/bHbIe TMNEePKepPaTOTUYECKME BAALLKM
(c 7 mecaues oo 12 net): nATHUCTasA rMNepnuremeHTauma Baonb IMHUM baawko

(c 6 neT): rMnoNUrMeHTUPOBAHHbIE apeanbl aTpodun BAOAb NTMHUIN Braliko



Cragum I-lll HepepXaHUA NUrMeHTa

KoHycoBuaHble 3yObl + rMNogoHTUA

Kitakawa, D., Fontes, P.C., Magalhdes, F.A.C. et al. Incontinentia pigmenti
presenting as hypodontia in a 3-year-old girl: a case report. J Med Case
Reports 3, 116 (2009). https://doi.org/10.1186/1752-1947-3-116




Cocyaucrblie manbpopmaumnu

— fAedeKTbl Pa3BUTUA KaNUNNAPOB KOXKU N CAU3UCTbIX 060/104eK
- MnhameHewoLWKin HEBYC = BUHHOE NATHO (MPUCYTCTBYIOT NPU POXKAEHNE, HE UMEIOT TeHAEHLMIO K POCTY)

BaxkHo! IndpdepeHuUmnpoBaTb C reMaHIMOMOM + CUHAPOMaNbHble 3aboneBaHums (cuHapom Ctepaska-Bebepa /
cuHapom Knnnnena-TpeHoHe)

— paclWMpeEHUEe OTAENbHbIX UIM HECKO/IbKUX COCYA0B MENKOro Kanunbpa:
- HacneactBeHHasa remopparnyeckas teneaHrnaktasma = bonesHb Ocnepa
- ATaKcua-TeneaHrnaktasua (cunapom Jliymn-bap)

— rMNepKepaToTUYECKNEe KanunnspHo-numdaTnyeckme manbpopmaumnms + annaepmanbHbli
rmnepkepatos (angiokeratoma corporis diffusum)

Metep I. Xérep. deTckas aepmatonorua: anddepeHumanbHan AMarHOCTUKA U
NleyeHue y geten n nogpocTkos. — buHom. Mockea, 2013 T.



MnameHAOWUN HEBYC = BUHHOE MATHO

pocton naameHetowmmn Hesyc (naevus [MThameHetowmii HeByC + Apyrne aHoManuu
flammeus simplex) = yKyc ancta, «nococeBoe» Pa3BUTKA
NATHO
- Cunppom Crepaxa-Bebepa
/_../"_“\\\ *.‘ - CuHgpom Knunnena-TpeHoHe U ap.
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Anna M. Juern et al. Nevus simplex: A reconsideration of nomenclature, sites of
involvement, and disease associations, Journal of the American Academy of
Dermatology, Volume 63, Issue 5, 2010, Pages 805-814.



bnarogapum 3a BHUMaHue!



