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UccneposaHue PesynbTaT KoMMeHTapuit

SMN1 (del 7,8 ax30HOB) HE OBHAP MpOTECTUPOBaH reH, OTBETCTBEHHbIV 3@ pa3BUTUE CNIVHANBbHON
amMmmMoTpodumn.

PAH HE OBHAP MpoTECTUPOBAHO HanMume MyTaumin: R408W, IVS12+1G>A,

IVS1011G>A, P281L, R261Q, R252W, IVS4+5G>T, R158Q, EX5del B
reHe, OTBETCTBEHHOM 3a pa3BUTHE (DEHWUIKETOHYPUN.

CFTR He o6Hap MpoTecTnpoBaHo Hanuume myTaumin del21kb, delF508, 2183AA>G,
1677delTA, 2143delT, 2184insA, 394delTT, 3821delT, L138ins, G542X,
W1282X, N1303K, R334W, 3849+10kbC>T, 604insA, 3944delGT,
S1196X, 621+1g>t, E92K, 3272-26A>G, 4015delA, 4022insT B reHe,
OTBETCTBEHHOM 3a Pa3BMTME MYKOBMCLIMAO3A.

leH GIB2 m. He o6Hap MpoTecTnpoBaHo Hanmume MyTaumin: ¢.35delG, c.-23+1G>A
(IVS1+1G>A), c¢.101T>C (p.Met34Thr), c.167delT, c.235delC,
c.313_326del14, c.358_360delGAG (p.Glu120del),
101kbdel(GIB2D13S175), 309kbdel(GIB6-D1351830).
MpoBoaMNoCh UCCrnefoBaHME Ha NPeaMET BbiSIBNIEHUS
HelpoceHcopHOM HEeCHAPOMAbHOW TYroyXoCTy.
Pe3ynbTaT npunaraeTcs Ha OTAENbHOM braHke.

BHuMaHne! B aneKTpOHHOM ak3eMnnsipe 6/1aHka Ha3BaHUE UCCeN0BaHNs COAEPXMUT CCbISIKY Ha CTPaHMULY caiiTa C on1caH1eM

nccrefoBaHusa. www.invitro.ru

Pe3ynbTaTbl UCCNIeA0BaHUIA HE SABNAIOTCA AMAarHO30M, HEO6XoAMMa KOHCYIbTaumsa crneuuanmcra.

M.M. / Nognuce Bpa4a
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http://www.invitro.ru/analizes/for-doctors/150/6373/?analiz=7
http://www.invitro.ru/analizes/for-doctors/150/6372/
http://www.invitro.ru/for-clients/mgenetick/7791.php
http://www.invitro.ru/analizes/for-doctors/963/9276/?analiz=7
http://www.invitro.ru/

INVITRO

Onucanue

[Tanmentka mportectupoBaHa B HezaBucumoii naboparopun «MMTHBUTPO» Ha nanuuue
YacThIX MyTalUMd B TIEHax HauOoJiee pPacHpOCTPAaHEHHBIX ayTOCOMHO-PELIECCUBHBIX
3a00JIeBaHUN: MYKOBHUCIHI03, (PEHWIKETOHYpHUS, HEHPOCEHCOpHAs HECHHApPOMAallbHas
TYrOyXoCTb, CIHaNbHAst aMuoTpodus (tect Ne 1261°T1).

HpOTeCTI/IpOBaHBI I'CHbI, OTBCTCTBCHHBIC 3a PA3BUTHC!

 MykoBucuuao3a - redn CFTR  (c.54-5940 273+10250del21kb (CFTRdele2,3),
€.1521 1523delCTT (F508del), .2051 2052delAAInsG (2183AA>G),
c.1545 1546delTA (1677delTA), c.2012delT (2143delT), c.2052dupA (2184insA),
€.262_263delTT (394delTT), ¢.3691delT (3821delT), c.413 415dupTAC (L138ins),
€.1624G>T (G542X), ¢.3846G>A (W1282X), ¢.3909C>G (N1303K), ¢.1000C>T
(R334W), ¢.3718-2477C>T (c.3717+12191C>T; 3849+10kbC>T), c.472_473insA
(604insA), ¢€.3816_3817delGT (3944delGT), ¢.3587C>G (S1196X), c.489+1G>T
(621+1G>T), ¢.274G>A (E92K), ¢.3140-26 A>G (3272-26 A>G), ¢.3883del A (4015delA),
c.3891dup (4022insT))

*  DCHWIKETOHYPHUH — TCH PAH (c.441+5G>T (IVS4+5G>T),
€.4422913 509+1173del4154ins268 (EX5del4154ins268), c¢.473G>A (p.Argl58Gin),
C.754C>T (p.Arg252Trp), ¢.782G>A (p.Arg261GIn), ¢.842C>T (p.Pro281Leu), ¢.1066-
11G>A (IVS10-11G>A), ¢.1222C>T (p.Arg408Trp), ¢.1315+1G>A (IVS12+1G>A))

» HeiipoceHCOpHOW HeCHHIApOMaNIbHON Tyroyxoctu — red GJB2 (€.35delG, ¢.23+1G>A
(IVS1+1G>A), ¢.101T>C (p.Met34Thr), c.167delT, c.235delC, c¢.313 326del14,
c.358_360delGAG (p.Glul120del), 101kbdel
(GJB2D13S175)(NC_000013.10:9.20,757,021_20,858,394del), 309kbdel (GJB6-
D13S1830)(NC_000013.10:9.20,797,177_21,105,945del))

* CounansHas amuotpodus — rer SMN1 (mesenus sx30H0B 7-8)

MyxkoBUCINA03 — HACIEACTBEHHOE 3a00JIeBaHUE, NPU KOTOPOM IOPAXKAIOTCS KEJE3bl
BHEIIHEN cekpeuuu (>Keyie3bl OpPOHXOJIETOYHOM CHUCTEMBI, MOKENyIOo4Has >Kelesa,
[I€YEHb, IOTOBbIE, CIIFOHHBIE KEJIE3bl, KeJIe3bl KUILIEYHUKA, TOJIOBBIE JKee3bl). CUMIITOMBI
MYKOBHCIIH103a CBA3aHBI C TEM, YTO CEKPETHI 3THUX JKEJI€3 CTAHOBATCS BI3KUMU, I'yCTBIMH,
u3-3a 4Yero MX BblAeNeHUE 3aTpyaHeHo. Yacrorta 3abosneBaeMocTu no P® cocramisieT
1:8000-1:10000. Tun HacnenoBaHus — ayTOCOMHO-perieccuBHbIN. M3BecTHO Gosee 1500
MyTalMil B 3TOM I'€HE, OJHAKO JIMIIb HECKOJIBKO U3 HUX BCTPEYAIOTCS C YACTOTOU Oojee
1%. Cawmoii pacnpoctpaneHHoi wmytanueit ssusercs F508del. [lomst ee B Poccunm
COCTaBIIAET OKOJIO 55% cpenu Bcex MyTaluii Ipu MyKOBUCITUIO03E.

®enunkeronypusi (OPKVY) - HacneacTBeHHOoe 3a0oJjieBaHHE, XapaKTEPHU3YIOIIEECs
HAKOIJICHUEM B OpraHu3Me (peHwiagaHuHa U TOKCHUYHBIX IMPOJIYKTOB €ro oOMeHa u3-3a
nedexkra depmenta deHunanaHuH-4-Tuapokcuiaszel. Tum HacnenoBanuss DOKY —
ayTOCOMHO-peneccuBHbIi. Ha ceronnsimnauii nens onucano cbiiie 400 myTanuid, yactora
U BCTPEYAEMOCTh KOTOPBIX XapaKTEPU3YETCSl CYIIECTBEHHBIMU MEKIOMYJISIIUOHHBIMU



Pa3IMUUAMU, OJTHAKO JIMIITh HECKOJIBKO U3 HUX BCTpeUaroTcs ¢ yacTotoi 6osee 1%. Camoit
pactpoCTpaHEHHON MyTaleld sl JKATelacH EBpOIBI SBISETCS MHUCCEHC-MyTallus B
sk30He 12 rena PAH — R408W.

HeiipoceHcopHasi HeCHHAPOMAIbHAS TYTOyX0CTh — HaCJIJICTBEHHOE 3a00JIeBaHKE, IPU
KOTOPOM CHHXAeTcsl CIyxoBasi (DYHKIHMsI BIUIOTH O TMOJIHOM MOTepH ciayxa (TIIyXoTa).
Hambornee d9acThlii TeHETHYECKHMH BapWaHT Cpeaud ayTOCOMHO-PEIECCHBHBIX (hopm
HEHPOCEHCOPHOU TYroyXocTH 00yclIoBIeH MyTanusiMu B reHe GJB2, mpoayKT koToporo —
OeOK KOHHEKCUH 26 — ydacTBYeT B 0Opa30BaHUH MEXKKJIETOYHBIX KOHTAKTOB B TKAHIX
BHYTpeHHeTo yxa. YacTora HocuTenel pacripoctpanénnoit mytanuu 35delG B rene GJB2
B 0OJIBIIMHCTBE pernoHOB Poccum cocrasiisier ot 2 10 4%.

CnuHajabHasi aMmuoTpodust (MpoKcUMallbHAsI CIMHAIbHAS MbIIIEYHAS aTpo(us) - rpyIina
HACJIEJICTBEHHBIX 3a00J1€BaHM, 00yCIIOBICHHAsI HapacTarollel TH0eIbl0 MOTOHEHPOHOB
NEPEIHUX POrOB CHMHHOTO Mo3ra. KimHu4eckue BapHaHThl pa3linyaroTcsl MO BO3PACTy
Hayaja M TSHKECTH KIMHUYECKOTO TeueHHUs. ['eH, OTBETCTBEHHBIM 3a BO3HHUKHOBEHME
IPOKCUMAJIbHOW CIIMHAJIBHOW aMUOTPO(UH, IPEACTABICH JIBYMSI CXOKUMH IO CTPOEHHUIO
korusivu: TesmoMepHo — SMNt wuim SMN1 u mieaTpomeproit — SMNC wm SMN2. YV 96%
NAIMEHTOB C Pa3JIMYHbIMHU TUIIAMU CIIMHAIBHOW aMUOTPO(PUU pETUCTpUpyeTcs Aenenus 7
u 8 sk30HO0B reHa SMN1.

HccnenoBanue BhIIETIEPEUUCICHHBIX MyTallUi MOYKET UMETh JIMATHOCTUYECKOE 3HAUCHUE
(y OOJBHBIX ¢ KIIMHUYECKUMU TPOSBICHUSAMH 3a00JIeBaHUs), a TAaK)Ke MPOTHOCTHYECKOE
3HAYCHUE C IEIbI0 BBISBICHUS HOCHUTEILCTBA HEOJATONMPHUATHBIX MYTAIMH y 3I0POBBIX
JIUI], BCTYTMAIOMIMX B OpaK W/WiH TUIAHUPYIOITUX IETOPOKICHHE.

B pesynbrare mccnenoBaHus 4acThIX MyTalldidi B T€HaX HauOoJiee pacrpoCTpaHEHHBIX
ayTOCOMHO-PELECCUBHBIX 3a00JI€BaHNI HE BBISBIICHO!

JHK ®.1.0. SMN1 CFTR PAH GJB2
3779 Jenenun He Henenuu ve | Jleneuuu ve | Jenenuu He
00HApYKEHO 00HapyXeHO | 0OHAPYKEHO | 0OHAPYKEHO

Jlnst  mosiydeHHsl  JIOTIOJTHUTENbHOW WH(POPMAMM TIO pe3yjbTaTaM TEeCTUPOBAHUS
PEKOMEHAYETCSI OYHAsl KOHCYJIbTAllMs Bpaya-reHeTHKa.

Bpau-renetuk M.II. / llonmuch Bpada



