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VII HAYYHO-NPAKTUYECKAA KOHOEPEHLMA CTYOEHTOB M MONOAbIX YHEHbLIX « CTYAEHUKUHCKUE YTEHUS»
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AxTyanabHocTh. VxT03 Apnekuna (UA, kon MKB-10 Q80.4,
OMIM #242500) — Tspxénas, NOTEHIMANBHO JieTanbHas Gopma
ayTOCOMHO-pelleCCUBHOTO BpoxkAEHHOTO nxTro3a (BU), B ocHo-
BE€ KOTOPOTO JISKUT HApYIIEHUE TPAHCIIOPTA JIMIUAOB U TOTaJb-
Hast AUCYHKIMS SMUAEPMAIBLHOrO O0apbepa, 00yCIIOBICHHBIE
myTanueir B rene ABCA12. A BcTpedaercst ¢ 4acTOTOM mpu-
MepHo 1 : 300 000 Ge3 cBsI3u ¢ MOJIOBOM MIIM pacOBOM MpUHA-
nexHocTbio. Iesb: nposecty auddepeHnnanbHy0 AMarHocTu-
ky UA u npyrux BU y nereii.

Pe3yabrarbl. 1A xapakrepusyeTcss MaCCUBHBIMHA POMOOBH/I-
HBIMH TJTACTUHAMY KOXKH, pPa3aeéHHBIMHI TITyOOKUMH TPEIINHAMH,
CKBO3b KOTOpBIE BUIHA UCTOHYEHHASI KPOBOTOYAIIAsI KOXKa, a TaK-
e IKTPOITMOHOM U 3Ks1abuymMom. A o0ycloBiieH MyTaluei B re-
He ABCA12. Jlamennspuslii uxrnos (OMIM #242300) nposiensier-
Csl IPH POXKJCHNUH KaK KOJUIOJMEBBIH IO, a IOCIIE CIYIIMBAHHS
IUIOTHOHM MJIEHKU COXPAHSETCS KPYMHOIUIACTHHYATOE ILIelyIe-
HHE Ha NPOTSDKEHUHU BCEH JKU3HU, KOTOPOE 00YCIIOBIEHO MyTallH-
ssMu B reHax TGM1, ABCAI12, ALOX12B, ALOXE3 u CYP4F22.
Jnsa uxtrosupopmuoii sputponepmun (OMIM #242100) xapak-
TEPHBI My3bIPH M 3PO3HH, KOTOPhIE BO3ZHUKAIOT Ha (JOHE reHepa-
JIU30BaHHOM SPUTPOJEPMHH, YTO CBSI3aHO C MYTAlMsIMU B T€HAX
KRTI v KRT10. Ana cunnpoma Hereprona (OMIM #256500) na-
TOTHOMOHHWYHBI JITHEAPHBIH OrMOAIOMINi MXTHO3, aHOMAITUSI BO-
noc nio tuny Trichorexsis invaginata v aronu4eckas mpenpacio-
noxeHHOCTh (reH SPINKY). CaMOUCHENSIONIMNACS KOJIIOIUCBBIN
o (OMIM #132800) otnuyaercs: pa3pelieHueM KOJIOANEBON
TUIEHKH B TE€YEHHE HECKOIBKUX Heellb. COCTOSHME BBI3BIBAIOT MY-
TallMH B TEX e IeHax, YTo U JIaMeIUIApHbIi uxtuo3. Cungpom le-
rpera—Jlapccona (OMIM #270200) BkiTrOUaeT Tpragy CUMITTOMOB:
BU, cnactudeckuii mapanny HOT ¥ yMCTBEHHAs OTCTAIOCTh, 00y-
cioBiieHHbIe MyTanuei B rene ALDH3A2. Tpuxornoauctpodust
(OMIM #616395) — UXTHO3 B COYETAHUM C PEAKHUMHU JOMKHMHU
BOJIOCAMH, MUKPOCKOITHYECKH UMEIOLINE BUJI KTUTPOBOTO XBOCTA»
(mytamuu ERCC2/XPD v ERCC3/XPB). bonesub Jloppmana—Ya-
HapuHa (OMIM #275630) — napsny ¢ BU umerorcst Bakyonn-
3UPOBaHHBIC JICUKOLUTHI B Ma3ke KpoBH (reH ABHDS5/CGI-58).

3akiarouenne. A, HecMOTps Ha KaXKyIIyIOCs OUE€BUIHOCTH
KJIMHUYECKOH KapTUHBI, MOXET MacKUpOBaTh PsA Apyrux Gopm
MIaTOJIOTHH, BKJIFOYAs HE TOJIBKO KOKHBIE, HO 1 CUCTEMHBIE 3a00-
neBanus. [ToctanoBka nuarHoza UA y nereit TpeOyer mmpokoro
mudhepeHInanTbHO-AMarHOCTHIECKOT0 IOMCKa TSl BBIOOpa TOU-
HOM TaKTHKHU BEeIEHHS OOJbHBIX.



