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HecdponaTtnm TOHKUX
6a3anbHbIX MeM6paH

KonnareH IV Tvna

= COCTOUT M3 reTepoTpuUMepoB,
COCTABJIEHHbIX M3 KOMBMHALIMIA 6TK
anbda uenen.

m anbda 3, 4, 5 8 'BM

m anbda 1, 5 B BM kancynsl boymeHa u
anctanbHoi TEM

CuHapoM AnbnopTa

i

‘ iv3 iv3
m X-CBSI3@aHHbIN JOMWHAHTHbIN
(Hanbonee yacTblit ~85%)

m AYTOCOMHO PELIECCUBHBbI
m AYTOCOMHO AOMMUHAHTHbI

MaTonorusa rnoMepynsipHou
6a3anibHOM MeM6paHbl

m CuHApOM AnbrnopTa

» [lobpoKayecTBeHHasl ceMeliHast
rematypus

» Cnopagnyeckue TOHKue
rnomepynsipHole 6asanbHble
MeMbpaHbl

FeHbl KOnNnareHa IV Tuna
+

m Xpomocoma 13: COL4A1 n COL4A2

= Xpomocoma 2: COL4A3 n COL4A4

= X xpomocoma: COL4A5 n COL4A6

CuHapoM AnbnopTa
nartosiorna konnareHa IV

m X-CBsA3aHHbIN: a5(IV) uenb konnareHa
COLA4AS5 reH

m AYyTOCOMHO peLeccuBHbIN: a3 nnun a4
(IV) uenb konnareHa (COL4A3 unu
COL4A4 reHnbl)

m AYTOCOMHO [JOMUHaHTHbIV: peakue
CNyYaun C TEMU XE U3MEHEHUAMM, YTO
1 NPU ayTOCOMHO PELIECCUBHOM




CuHpapoM AnbnopTta
MyTaLuu reHoB

m X-CBsI3aHHbIM(Kaccuyeckas dopMa):
COL4A5 — a5IV uenb konnareHa

m AYTOCOMHO peLieccuBHbIn: COL4A3
wnn COL4A4 — a3 nnun a4 uenu
KonnareHa

m AYTOCOMHO AOMWHAHTHbIN: peaKo,
noao6HO ayTOCOMHO PELIECCMBHOMY

MaTonorua cuHapoma Anbnopra:
CBeTOBasi MMKPOCKONUA

m Kny604ku: HOpManbHbIE, CerMEHTapHbIN
CKNlepo3, NepCUCTUPOBaHKe
deTanbHbIx/He3penbiX KnyboukoB

= VIHTEpCTULMIA: NEHNUCTLIE KNETKN (He
crieynghnyHo), drnbpos
— Ecnu HeT HedpOTUYECKOro cMHAPOMa, TorAa

HGOGXOD.VIMO AyMaTb O CMHApoMe AJ'IbI'IOpTa

m TybynspHas atpocdus

CvHapoM AnbnoprTa :
y/IbTPacTpyKTypa

= [omepynspHble 6a3anbHble MeMbpaHbl
— YHudopmHo ToHkue (early, mild, some kindreds)
— ToncTble, pa3BOIOKHEHHas lamina densa,
nepemMexalluecst po3payHbIMK NiacTamu,
MHOrA@ C MHKOPMOPVPOBAHHbBIM FPaHy IsPHbIM
MaTepuanom
— VpperynsipHo TOHKME U TOJICTbIE YYaCTKM

— Cy6anuTtenuanbHasi 3a3ybpeHHOCTb 6a3anbHoMn
MeMbpaHbl

CvHpapoM AnbnopTa

_’_

m HauyanbHas npe3eHTaums - rematypus;
NPOTENHYPUS, XPOHMYECKas! MoYeYHast
HEeA0CTaTOYHOCTb

m [oTeps cnyxa (CEHCOPHO-HeNpanbHas)

= Anterior lenticonus

= JlelloMmMomMaTo3

= HeHopMarbHble TpoMboLUTI

CvHapoM AnbnopTta




Hob6pokauecTBeHHas
ceMeilHas rematypus

m /3BECTHbI ayTOCOMHO AOMUHAHTHbIM
WM peLieccuBHbIA TUM HacneaoBaHMUs
= [eMaTypua: Makpo- niu
MWKPOCKOMNn4yeckas,
WHTEPMUTTUPYIOLLASA MW NOCTOAHHAas
» [laTonorus

— ToHKue rnomepynsipHble 6a3anbHble
mMeMbpaHbl




NpeacraBneHue
nayMeHTKU u ee uoncumn

40 neTHSS XeHLIMHa C CEMENHON
ncTopueii 3aboneBaHnsl MOYeEK, HE
O4Y€eHb XOPOLLUO OXapaKTepU30BaHHOM U
6e3 6MONCUIAHOro UCCNEAOBAHUS; B
HacToslLlee BpeMs Y Hee NpoTeENHYpUs
N remaTypusi.




Paznnuua mexxay naTtoNorusiMm
TOHKOM 6a3asbHO MeM6paHbI

Mcnonb3oBaTb aHTUCLIBOPOTKY K anbda uensm IV
TUNa KonnareHa (3aMopoXeHHas TKaHb)
X-CBfi3aHHbIW: HET OKpaluMBaHus a3, a4, unu as
ueneit B MBM, ancransHoi TEM, kancyne BoymeHa
AYTOCOMHO PELIECCVBHBIN: HET OKpaLLMBaHWS a3,
a4 vnu a5 ueneit B F'BM, HO ecTb cunbHOE
OKpaluvBaHue a5 1 a6 B aAncTanbHoi TBM u
kancyne boymeHa

m AYTOCOMHO JOMWHAHTHbIN:HE UCCNIEA0BaHO

= [lo6pokauyecTBeHHasi ceMeliHas reMaTypus:
HET OT/INYMIA OT HOPMbI




