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Kagheopa rxooicnvix u senepuueckux bonesmeti
Benopyccruii ecocyoapcmeennwiii meouyunckuil yrusepcumem, 2. Munck

AKTyaJbHOCTb. Bpoxxnéuueiii Oysuie3nbiit anuaepmonn3 (BbD) sBnsercs HacieacTBeHHBIM
3a00JIeBaHUEM, XapaKTEPU3YIOIUMCS O0O0pa30BaHUEM Iy3bIped W HIPO3UH MpPU MEXaHUYECKOM
BO3CHCTBUM Ha KOXKY U cinu3ucThle. CBECHUS O MyTalUsX, OJy4aeMble BO BPEMsI MOJIEKYJISIPHO-
TFEHETUYECKUX HCCIIEOBAaHUM, IMO3BOJIAIOT OBbICTpEE IOCTaBUTh TOYHBIM JAMArHo3, SBISAIOTCA
HEOOXOAUMBIM  yciaoBHEeM  3()()EKTHBHOrO  MEAMKO-TEHETHMYECKOro  KOHCYJIbTHPOBAHMUS,
IIpeHaTalnbHOU U npenMIianTanuonHon JJHK-auarnoctuku u reHHon tepanuu.

Hesb: n3yunTh HanboJIEE YacTO BCTPEYAIOLINECS Y MALUEHTOB € BPOKIAEHHBIM OyIIIE3HBIM
SNUAECPMOJIN30M, MPOKUBAIOLIUX Ha TeppuTopuu Pecrybnuku benapych, maroreHHble BapuaHThI
I'€HOB, KOAUPYIOIIUE CTPYKTYpHBbIE OCJIKH SMHUAEpPMUCA U AEPMBI.

Marepunansl m Mmeroabl. Ha 0Gaze Y3 «MuHckuil ropojackoi KIMHUYECKUN UEHTP
nepmaroBeHeposorum» (Y3 «MI'KL/») npoananu3upoBaHbl aMOy/1aTOpHbIE KapThl MALUEHTOB C
BBD. IIpoBenén ananus pe3yiabTaTOB MOJIEKYJISIPHO-TEHETUYECKUX UCCIICA0OBAHM M, BBIMOJHEHHBIX Y
NAlMEeHTOB M3ydaeMod rpymnmbl. [IpoBeneHO H3yueHHE aKTyajdbHOM HayyHOW OTEYECTBEHHOH MU
3apyOeKHOMU JTUTEePaTYPHI.

Pe3yabTaThl m ux obcyxiaenme. [IpoBenéH aHanmz amOynatopHbIX KapT 80 manueHTos,
HaOmonasmuxcs B Y3 «MI'KI/I». Cpean obmiero uuciia nanueaTos ¢ BBD, y 10 (12,5%) yenosek
OBbUIO BBITIOJIHEHO MOJIEKYJIIPHO-TEHETUYECKOE UCCIIEJOBAHUE.

VY 9 (90%) manmenToB ¢ BBD, nmpomemmx MOJIeKyIIpHO-TCHETHYECKOE UCCIICIOBAaHUE, OBLIT
BbICTaBJIeH AuarHo3 BbD nucrpodpudeckas popma, Obiiin oOHapyxkeHbl myTanuu B rene COL7AL y
8 (80%) uenosek, B renax COL7A1 u LAMA3 —y 1 (10%). ¥ 1 (10%) mammenTa ObUT BBISIBIICH
OTPULIATENIbHBIA Pe3yJbTaT FeHETHUYECKOTo uccienoBanus Ha BBD, oOHapykeHa MyTaius B reHe
TGM 5, BeICTaBIICH 3aKTFOUNTENIbHBIN TUarHo3: skin peeling syndrome akpanbsHast popma (CHHAPOM
OTCJIaUBAIOLIEHCSl KOKH), KOTOPBIH SIBIIsS€TCS pa3HOBUIHOCTBIO HXTHO3A.

HaubGonee yacto y naruentoB ¢ BBD (9 uenoBek) Habmr01amuch ClieIyOnMe MyTallud B T€HE
COL7AL: c.497dupA (33,3%); c.425A"G (33,3%); ¢.3995G"A (11,1%); c.6187C T (11,1%);
€.6530G"A (11,1%); ¢.6718_6718delinsGA (11,1%); ¢.6022C T (11,1%); ¢.6979 3C"G (11,1%).
Mytanus ¢.6979 3C G (11,1%) panee B nutepaTrype He ONUChIBajgach. Y MAIMEHTOB OTMEYAJIOCh
onHoBpeMeHHO oT 1 nmo 3 myranuii B rene COL7Al. B rene LAMA3 naGmtonanace MyTamus
C.4643A>G y 1 (11,1%) manuenTa, npu 3TOM OHa codeTasack ¢ Mytanusmu B rene COL7AL.

Tun HacnenoBaHUs BBISABIEHHBIX auctpodudeckux Gopm BBD y 5 (55,6%) nanueHToB ObL1
ayTOCOMHO-IOMHUHAHTHBIN, y 4 (44,4%) — ayTOCOMHO-pPEIECCUBHBIN.

BoiBoabl. 1. [Ipu MonekynsipHO-TEHETUUECKOM HCCIIeI0BaHUM y mnanueHToB ¢ BBD Obun
BBISIBIIEHBl PEUMYIIECTBEHHO MucceHc-myTanuun B reHe COL7A1 u LAMA3 (myranuwy,
oOycnoBieHHble 3aMeHoll onHoro /IHK-ocHoBaHus Ha apyroe, B pe3ynibTaTre 4yero MpOUCXOJIUT
3aMeHa OJIHOW aMMHOKHCIIOTHI Ha APYryio B Oenke, KOIupyemMoM 3THUM reHom). 2. Haubonee
gqacTeiMu MyTanusmu B reHe COL7AI, BeisBICHHBIME y maipieHToB ¢ BBD, Obutn €.497dupA
(33,3%) u Cc.425A"G (33,3%). 3. Myrtanuu B rene COL7A1 y 00ciieJOBaHHBIX MAIMEHTOB YaIle
HACJIEIOBAJIUCh [0 ayTOCOMHO-TOMHHAHTHOMY Tumny (55,6%). 4. Hanuume 3aboseBanHwuii,
benotunuuecku noxoxux Ha BB3, B ToM umcne skin peeling syndrome, tpebyeT o0s13aTebHOTO
MIPOBEJICHUSI MOJIEKYJISIPHO-TEHETHYECKOI0 UCCIeI0BaHuUs JUIsl YCTaHOBJIEHHS TOYHOTO JUAarHosa. 5.
JlaHHBIE MOJIEKYJISIPHO-TEHETUYECKUX MCCIECJOBAaHUN MOTYT CIIyKUTh B JJaJbHEHIIEM OCHOBOMW IS
or6opa nauueHToB ¢ BB 115 npoBeneHNs TeHHO-WH)XXEHEPHOM Tepanuu, KoTopas pa3padaTbiBaeTCs
C y4e€TOM KOHKPETHBIX MyTalluii B TE€HE.
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