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NccnepoBaHue PesynbTaT KoMMeHTapuit
[en CSTB m. CM.KOMM. MpoBoannock nccnefoBaHne Ha NpeaMeT BblsBeHUs bonesHu

YHdeppuxTa-Jlynabopra.
Pe3ynbTaT npunaraeTcs Ha oTAenbHOM braHke.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCNeN0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJTIAKOTCA ANArHO30M, Heobxoanma KOHCY/bTauua crneunaancra.

M.M. / Nognuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/965/7481/

Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA

MH3 999999999

®.U.0., 2002 r.p., o6cnenoanack B OO0 «HezaBucumas nadboparopus MHBUTPO» c¢ nensio
noricka myTaruii B reae CSTB, mpuBoasimux kK BOZHUKHOBEHUIO Oosie3Hu YHpeppuxrta-Jlyaadopra
(mpous Ne 7818CSTB).

Ipoepeccupyrowas muoxnonyc-snunencus mun 1 (EPMI), ussecmnas kax 6onesnv Yugeppuxma-JIynobopza — 3abonesanue,
Xapaxmepusyioweecs: npocpeccupyiouuM cyoopo2amu, YacmviMy 2eHepanu306aHHbIMU MOHUYECKO-KIOHUYECKUMY SNUNENMUYEeCKUMU
NPUNAOKamu U MeONeHHO NPOZPeCcCUpyrOuUM yXyouieHuem Ho3HaeamenvHol cnocobnocmu. Bospacm navana 3abonesanus cocmasisem 6-
13 nem. Tun nacnedosanuss — aymocoMHO-PeYecCUBHbll.

Haub6onee vacmou mymayueii 6 cene CSTB, npugoosaweti k pazeumuro EPM1, agnaemcsa necmabunvhas 6cmaska, Komopas npeocnagisem
c0601i 12-HyK1eomuoHblil ROAUMOPPHBIL NOSMOP. B HOpMANbHBIX XpOMOCOMAX coOepaicumcs 2-3 makux nosmopa.

B o6pasne IHK oGcnemyemoit mpoBeaeH MOUCK MyTariy - 12-HYKJICOTHIHOTO — MOTMMOP(HHOTO
noBTOpa B mpomoTopHoil obnactu reHa CSTB u cexBeHupoBaHue 1-3 SK30HOB, 2 MHTPOHA U
obJacTet HK30H-UHTPOHHBIX COCTMHEHUN YKa3aHHOTO I'eHa.

Yucsi0 noBTOPOB cooTBeTcTBYET 3/3 (T. €. HOpMaJIbHOE). B 3k30Hax 1, 2 u 3, a Tak:Ke HHTPOHE
2 MyTaluii He BBISIBJIEHO.

AHK ®.1.0. nosTop (CCCCGCCCCGCG)2-3 3K30H 1 reHa 3K30HbI 2-3
NPOMOTOPHbIN pernoH CSTB CSTB reHa CSTB
96.1 N/N N/N

Takum o0pa3zoM, u3BecTHble MyTanuu B reHe CSTB He BbIsIBJI€HbBI, YTO JI€JAET MaJIOBEPOSITHBIM
nuarHo3 6osiesnu YHdpeppuxrta-Jlynaoopra y oocieayemoit.

MUOKIIOHYC-TUJIETICHST MOKET OBITh TakKe oOyclioBlieHa MyTanusiMu B npyrux renax (STFB,
PME, ULD, CERS1, LASS1, UOG1, LMNB2, LMN2, GOSR2, GS27, PRICKLE1, RILP,
KCNC1, KCTD7, CLN14, MELF, NHLRC1, PRDMS8, CARB2, CD36L2, LIMPIl, AMRF,
PRICKLEZ2, TBC1D24).

Kpowme Toro, onucano HECKOJIBKO BAPUAHTOB MUOKJIOHYC-3IHIIETICUUA B3POCIIBIX, IPU 3TO U3BECTEH
T'SH TOJIBKO ISl OJTHOM 13 3THX (POpM.

Eciam ectb oCHOBaHME Mpeanoiararhb HAIMYUE  KaKOTO-JHUOO HACJIEJICTBEHHOTO
3a00s€BaHus, 11eJ1IecCO00pPa3HO PEIIUTh BOMPOC O MPOBEJECHUU 3K30MHOI'O CEKBEHUPOBAHUS,
MO3BOJISIOIIETO MPOBECTH OJTHOBPEMEHHBIN MOUCK MyTalliid B OOJIBILIOM YHUCJIE T€HOB.




B OO0 «He3asucumas naboparopus MHBUTPO» nannoe uccienoBanue B HACTOSIIIEE BpeMsl He
MIPOBOJIUTCS.

[Tpu HEOOXOAMMOCTH MOJIYUYEHHUS TOTOTHUTEIFHON HHPOPMAIUH IO Pe3yIbTaTaM 00CIIeI0OBaHHUS
PEKOMEHAYETCS] KOHCYJIbTALlNsI Bpaua-TeHETHKA.

K.M.H., Bpau-reHeTHuK MLIL. / Iloanuck Bpaua



