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WccnepoBaHue PesynbTaT KoMMeHTapuit
eH TCIRG1 y.m. CM.KOMM. MpoBoannock nccnefoBaHve Ha npeaMeT BblsBrieHns OcTeoneTposa

peLeccBHOro (MpaMopHasi 60/1e3Hb KOCTeMN).
Pe3ynbTaT npunaraeTcs Ha oTaenbHOM bnaHke.

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6r1aHKa Ha3BaHUe UCCeN0BaHNs COEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI VICC}'IeﬂOBaHVIﬁ HE ABNAKTCA ANArHO30M, Heobxoanma KOHCYJ1IbTauu4a cneunaancra.

M.M. / Nognuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/1044/7669/

Onucanue pe3yjbTaTOB UCCJIEI0BAHUS

MH3 999999999

®.N.0., 1971 r.p., obcnenoBanace B OO0 «He3aBucumas nadoparopusi UHBUTPO» € 1EIbIO
BbIsIBJICHUST yacToil mytamuu B reHe TCIRGI, npuBojadiieil K BOBHMKHOBEHHIO PEIIECCUBHOTO
ocTeorneTpo3a (MpaMopHo#t 6ose3nu kocteit) (mpoduis Ne 7958 TCIRG).

Aymocomno-peyeccusnviii  ocmeonempos (mpamopnas 6Gonesmv Kocmeit) — Hauboiee 3M0KaueCmeeHHas Oemckas popma
ocmeonempo3sa, npedcmagiouezo cobol pedkoe HacieOCmeeHHoe 3abonesanue, Xapakmepuzyioweecs YpesmepHoiM YeeludeHuem
NAOMHOCIU KOCME.

Knunuueckumu npusHakamu aymocoOMHO-PeYecCcUsHol Qopmvl  CIyxcam: MANCeNdas aHeMus, pa3eusaowdsics yxce 8 paHHem
Maadenyecmee unu oaice BHYmpuympooHo, npozpeccupyiowjue 2enamocnieHome2ans, 2uopoyedhanus, my2oyxocms, Cienoma u op.

Hpu nposedenuu PERMCEHOI02UYECKO20 UCCEe00BAHUSL BbIABIISCMCSL pacnpocmpanennoe yeeiudenue niomnocmu ckeiema ¢ pesKum
COKpaweHuem KoOCmHom0o3206020 npocmpancmeda 6njiomo 00 NONHO20 e20 omcymcmeus 6 ONIUHHBIX mpy5lmmbzx xocmsx. bonvnvie 0emu,
KakK npaeuyio, ymupaiom 00 mpexiemnezo eéolpacma.

Pacnpocmpanennocmo 6cex nacneocmsennvix popm ocmeonemposa 6 cpednem no Poccuu, kax u 6o ecem mupe, nuskas - 1 6016HOU Ha
100-200 muic. nosoposcOoenHbix.

Oonako 6 Yysawickoii u Mapuiickoii pecnyOIukax umMeHHO 310KAYeCMBEHHbIl AYMOCOMHO-PeYeCcCUBHbILL 0CTNeonempo3 6Cmpeyaemcs
HeobOvryno wacmo: 1 : 3500 u 1 : 14000 HosopodicOentbix coomeemcmeenHo. boabuiuncmeo ciyyaes umeHHo OaHHOU popmel 3a001e6anus
obycnognenvt mymayueti ¢.807+5g -> a (IVS8+5g >a)e cene TCIRG1 . Cpedu npedcmasumeneii Opy2ux HayuoHaibHOCMell UMEHHO 3ma
mMymayus ecmpeuaemcs peoxo.

B o6pasue JIHK ob6cnemyemoit metomnom I[P mpoBeneHo uccienoBaHue Ha HaJMYUE MyTalluu
c.807+5G>A (IVS8+5g ->a)B rene TCIRGI1, oTBeTCTBEHHOW 3a pa3BUTHE ayTOCOMHO-
PELIECCUBHOTO OCTEONETPO3A CPEAU YyBALICH U MAPUIIIEB.

HNannast mytamnust (IVS8+5G>A) He o0HapyxkeHa (BapuaHT N).

AHK ®.1N.0. reH TCIRG1 c.807+5G>A
op_1085.1 N

[TonyuyeHHBIN pe3ysibTaT HE MOJATBEPKIAET, HO U HE MCKIIOYAET HOCUTEIILCTBO MYTallUd B T'E€HE
TCIRG1 y obcnenyemoit, Tak Kak CYIIECTBYIOT IPYTrUe MyTallid B 3TOM T'€He, He TECTUPYEMbIC B
JAaHHOM TIpodurie.

B Hacrosiiee Bpemsi 00Hapy>K€HBI TPU APYTUX T'€HA, MYTAIIMH B KOTOPHIX MPUBOIST K PA3BUTHIO
ayTOCOMHO-PELIECCUBHOTO OCTEOIETPO3a y 4YeJOBEKa. B03MOXEH aHaln3 BCEW KOAUPYIOUICH
nocnenoBarenbHocT reHa TCIRGI MeTomoMm mpsAMOro aBTOMaTHYECKOTO CEKBEHUPOBAHUS C
IEJBI0 TIOMCKa APYTuX, Oojiee peakux myTanui B gaHHOM reHe (mpodunb Ne 7168), omgHako,
UCIIOJIb30BaHUE €T0 11e71eC000pa3HO B TOM cllydae, €CIu JUarHo3 He BbI3bIBaeT cOMHEHUs. Eciu B
CeMbe TUTAHMPYETCS OOCJIeNIOBaHME MO JAaHHOMY TPO(IIII0, TO HCCIEAOBaHHUE IEIECO00Pa3HO
HAYMHATh C YEJIOBEKA, UMEIOIIETO KIMHUYECKUE CUMIITOMBI 3a00JICBaHUS.



Ecnu HE TOYHOM YBEPEHHOCTH B IMAarHo3e, HO €CTh OCHOBAHUE IMPEANOJIAraTh HAIMYHE KAKOTO-
00 HACIIEICTBEHHOTO 3a00JI€BaHMS, 11€JIECO00PA3HO PEIIUTh BOMPOC O MPOBEAECHUU PK30MHOIO
CEKBEHHMPOBAHMS, TIO3BOJISIOIIETO TPOBECTH OJHOBPEMEHHBIN MTOMCK MYTallMil B OOJIBIIIOM YKCIIC
reHoB. B OO0 «He3apucumas nadoparopus MHBUTPO» nannoe uccienoBaHue B HACTOSAIIEE
BpEMSI HE IPOBOJAUTCA.

[Tpu HEOOXOAMMOCTH TIOTYYCHHSI JOTIOTHUTEIIBHON HH(POPMAIIMK TI0 Pe3yJIbTaTaM 00CIeA0BaHMS
PEKOMEHIYETCSl KOHCYJIbTALMSI Bpadya-Te€HETHKA.

K.M.H., Bpay-reHeTuK M.IL. / Iloamuck Bpaya



