CHROMOLAS

Hay4yHo-nabopaTopHbI KOMMIEKC

Pesynbrar uccnenoBanus

e RO
Jata poxxaeHus:

Tom: Howmep obpasna:

Jlata B3aTHs OMoMaTepuana: Otpenenue / kapra: /CtpaxoBas

Jarta peructpanuu: koMnanus: N/A

Bpau: Ne monuca:

EI/IOMaTepI/IaJ'I: KpOBb

HccaenoBanne YBIaKHEHHOCTH KOXKH

®@enorun  YBJAKHEHHE KOXKH

Pesyabrar:

I'en Ha3zBanue rena Bapuanr T'enorun | Puck

AQP3 AxBanopuH 3 c.-51A>G T/T CpenHenonyasuOHHbII
Pacwugposxa puckos:

puck «IIpomexmusnwitiy — OR 0-1; puck «Cpeonenonynayuonnuvitiy — OR 1; puck «Ilosvumennviiiy — OR 1-3; puck «Buvicokuiiy — OR 3-5.
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3akJjioue

AQP3 (c.-51A>G) I'en AQP3 xomupyer TpaHncMeMOpaHHBIN 0€lOK, KOTOpPBIH y4acTBYET B TPaHCIIOP-
T€ BOIBI, IIHMLEPHHA M JPYTHX pacTBOpPeHHbIX BemiecTB. AQP3 Haxomurcs B B
MIa3MaTHYECKUX MEMOpaHaX KEePaTWHOIMTOB 0a3albHOTO CJIOS 3MUAEPMECA B HOP-
ManbHOU Kovke. Bapuant NC_000009.12:2.33447581T>C/G rena AQP3 accoruu-
POBaH CO CHMKEHHEM YDPOBHS 3KCIPECHU I'eHa, BCIEACTBHE YEro HapyllaeTcs Mpo-
HUIIAEMOCTh KJIETOYHOW MEMOpaHBI JUIs BOIBI U IVIMLEPUHA, CHIKACTCS COJEpIKa-
HHUE BOJBI WM DJIACTUYHOCTH POTOBOTO CJOSI KOXKH, a TaKKe HapyIIaeTcsi Mpolecc
3KUBIICHUSI paH W OMOCHHTE3 snuaepMmuca. Beisenenssni renotun 1/T Bapuan-
ta NC_000009.12:2.33447581T>C/G rena AQP3 He cBsi3aH ¢ PUCKOM HapyUICHHs
YBIKHEHUST KOXKH.

I'en AQP3 Axsanopun 3
@DyHkuusa reia  Axsanopunsl (AQPs) mpencTaBisioT coboii TpaHCMeMOPaHHBIE GENKH, SBISIONIMECS CEIEKTHBHBIMHI TPAHCIIOPTEPAMH JUISI
Bozibl. AQPs oOecreunBaloT MacCUBHBIM, HO OBICTPBIA M PETyIUPYEMbIH TPAHCIIOPT MOJIEKYT BOABI B WIIM M3 KIETKH B
3aBHCHMOCTH OT OCMOTHYECKOro rpagueHTa. AQP3 BXoauT Bo BTOPYIO (yHKIIMOHAIBHYIO IPYIIITY aKBAIIOPHUHOB - aKBaIJIH-
LEPOIIOPHHBL. DTH KaHAJIBl BHICOKOIIPOHUIIAEMBI JJIsI BOJIBI, INIMIIEPOJIa U Jake O0Jiee MACCHBHBIX PACTBOPEHHBIX BEIECTB.
B ocrHoBHOM AQP3 skcmpeccupyeTcs B IIa3MaTHIeCKUX MeMOpaHaX KepaTWHOIHMTOB 0a3aibHOTO CJIOS SIUAEpMICa, HO
TaKKe IPUCYTCTBYET B NEUEHH, MODKEITYIOYHON jKese3e, KUIIEUHUKE, celle3EHKe, IPOCTare.

Jara: Bpau-reserux : Ioanuce:
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