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NccnepoBaHue PesynbTaT KoMMeHTapuit
[eH CSTB y.Mm. CM.KOMM. MpoBoannock nccnefoBaHne Ha NpeaMeT BblsBeHUs bonesHu

YHdeppuxTta-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/965/7480/

Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA

MH3 999999999

®.U.0., 1997 r.p., obcaenoranack B OO0 «HezaBucumas nadopatopusi MHBUTPO» ¢ uenbro
noucka yacto myrauuu B rene CSTB, npuBojsieli kK BOSHUKHOBEHHIO 00JIe3HH YHpEeppUxTa-
Jlyan6opra (mpoduns Ne7817 CSTB).

Ipoepeccupyrowas muoknonyc-snunencuss mun I (EPMI), useecmnas xax 0Oone3nv Yugeppuxma-JIynooopza — 3abonesanue,
Xapaxmepuzyioweecs npozpeccupyroumumu cyoopo2amu, 4YaCmvlMu 2eHepaIU308aHHLIMU MOHUYECKO-KIOHUYECKUMU dNUTENMUYeCKUMU

NPUNAOKAMU U MEOAEHHO NPOSPECCUPYIOWUM YXYOUEHUeM NO3HABAMENbHOU cnocobnocmu. Bospacm nauana 3abonesanus cocmasisem
6-13 nem.

Tun naciredosanusi — aymocoMHO-peyecCUGHblilL.
Haubonee uacmoii mymayueti 6 cene CSTB, npugoosaweti k pazsumuio EPM1, saensemcs necmabuibHas 6cmagka, Komopas npeocmagisiem
€060t 12-nyKneomuomwlii ROAUMOPOHbIL NOBMOP. B HOpMANbHBIX XPOMOCOMAX coOepaHcumcs 2-3 maxux nosmopa.

B o6pasue JIHK ob6cnenyemoii mpoBeaeH NOUCK MyTaluu - 12-HyKI€0TUTHOTO MOJIUMOPGHOTO
noBtopa B rene CSTB. Yuciio moBTopoB cOOTBETCTBYET 3-M (T. €. HOPMAJIBHOE).

AHK ®.1.0. nosTop (CCCCGCCCCGCG) 2-3
NPOMOTOPHbIN pernoH CSTB

46 n1<33
n2<33

Takum 00pa3oM, AaHHAsih MYyTalusi He BBIABJEHA, YTO HE HCKJIIOYAET AWArHo3 00JIe3HU
Yudeppuxrta-Jlynadoopra y odcienyeMoi, Tak Kak BO3MOKHO HaJTUYUEe TOUKOBBIX MyTallUi B TeHE
CSTB, He onpenensaemMbIX B JAHHOM UCCIIEIOBAHUH.

MHUOKIOHYC-3ITHIICTICHSI MOXeT ObITh Takke 00yClOBIieHa MyTalusiMu B Apyrux renax (STFB,
PME, ULD, CERS1, LASS1, UOG1, LMNB2, LMN2, GOSR2, GS27, PRICKLE1, RILP,
KCNC1, KCTD7, CLN14, MELF, NHLRC1, PRDMS8, CARB2, CD36L2, LIMPII, AMREF,
PRICKLEZ2, TBC1D24).

Ecnu HeT coMHeHui B 1arHose, To o0cIeayeMoi MOXKET ObITh PEKOMEHIOBAHO HMCCIIEOBaHUE
Bcex myTtanuii B reHe CSTB MeToaoM nmpsMoro aBToMaTHIECKOro cekBeHUupoBaHus (TIpoduiis No
7818CSTB).

Ecnu He TOYHOM YyBEpEHHOCTH B JAMArHo3e, HO €CTh OCHOBAaHME MpEANnojaraTh HaJIMunue Kakoro-
an00 HACJIEACTBEHHOTO 3a00JIeBaHMs, IE€IECOO00pPa3HO PEIIUTh BOMPOC O MPOBEIACHUU
MOJIHO?K30MHOTO ~ CEKBEHUPOBaHUS  (KIMHUYECKUH  HK30M), TO3BOJISIIONIETO  IIPOBECTU
OJTHOBPEMEHHBIN TTOUCK MYTAaIMil B OOIBIIIOM YHCJIE TEHOB.

B OO0 «HezaBucumas nadopatopust MHBUTPO» nannoe uccienoBanue B HaCTOSIIEE BpeMs HE
MPOBOAUTCS.

[Tpu HEOOXOIUMOCTH TIOTYYSHUS JOTIOTHUTEILHON HH(POpMAIUK TT0 pe3yibTaTamM o0ciIe0BaHus
PEKOMEHAYETCS] KOHCYIbTAllUsI Bpaua-TeHETHKA.

K.Mm.H., Bpau-reHeTukK M.II. / Illoanuck Bpaua



