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WccnenosaHne PesynbTar

KoMMeHTapui

SMN1 (del 7,8 a3k30HOB) HE OBHAP

MpOTEeCTUPOBaH reH, OTBETCTBEHHbIN 3@ pa3BUTUE CrIMHABHOM
amuoTpodun.

PAH HE OBHAP

MpoTecTnpoBaHo Hanuune myTaumii: R408W, IVS12+1G>A, IVS10-
11G>A, P281L, R261Q, R252W, 1VS4+5G>T, R158Q, EX5del B reHe,
OTBETCTBEHHOM 3@ pa3BUTUE (DEHNIKETOHYPUM.

CFTR He o6Hap

MpoTecTupoBaHo Hanuuve MyTaumi 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 3@ Pa3BUTME MyKOBUCLMAO3a.

leH GIB2 M. He o6Hap

MpoTecTpoBaHo Hanmume MyTaumn: c.35delG, c.-23+1G>A
(IVS1+1G>A), c.101T>C (p.Met34Thr), c.167delT, c.235delC,
€.313_326del14, c.358_360delGAG (p.Glu120del), 101kbdel(GIB2-
D13S175), 309kbdel(GIB6-D1351830).

MpoBOAUNIOCE UCCNeA0OBaHME Ha NpeaMeT BoisiBieHUs HelipoceHcopHoM
HECMHAPOMasIbHON TYrOyXOCTW.
Pe3ynbTaT npunaraeTcs Ha oTAeNbHOM HnaHke.

BHvMaHKne! B aneKTpoHHOM 3k3eMnnspe 61aHka Ha3BaHME UCCeA0BaHMS COAEPXKUT CCbINIKY Ha CTpaHuULy
canTa http://www.invitro.by/c onncaHnem uccnenoBaHus.
Pe3yanaTb| MCCﬂeﬂOBaHMVI He ABNAKTCA AMAarHo30M, HEO6XO,EI,VIMa KOHCYNbTauuda cneunanancra.

Moanuck 3aBeaytowero KAJT MOOO «HezaBucumas nabopatopust MIHBUTPO» B HacTosieM 6n1aHKe pe3ynbTaToB

nabopaTopHbIX UCCNeA0BaHWIA:

® HE ABJIAETCA NOANUCBbIO Bpaya, BbIMO/IHUBLLEIO na60paToprle ncanefoBaHu,;
® MoATBEPXAAET NOAIMHHOCTb U AOCTOBEPHOCTb YKGBaHHOﬁ B HacTosLeM 6naHke MHCbOpMaLI,MM

cTp.1m3 1



Onucanue pe3yJbTaTOB UCCJIEI0OBAHMS

HH3 999999999

®UO nanuenta, 1987 r.p., obcmemoBarcas B OO0 «HE3ABUCHMAS
JIABOPATOPUA «MHBUTPO» c 11enbt0 O1pe/iesieHuss HOCUTEIbCTBA My Tallui B
IreHaX YacThIX ayTOCOMHO-PEIIECCUBHBIX HACJICJICTBCHHBIX  3a00JICBAaHUI. :
Myxkosucyuoos ( een CFTR), Hetipocencopras HecunOpomanivHas my20yxocms
(enyxoma) — (een GJB2), ©enunkemomnypus ( een PAH), Ilpoxcumanvhas
cnunanvran motueynas ampous 1, 11, 111 munos —(een SMN1) (mpodue Ne 126).

B 3axknmouenuu ucnonvzyromes cieoyroujue mepmumbl :

Tomosuecomnoe cocmosnue (HOCUMENbCMBO)— COCMOsIHUE, NPU KOMOPOM 004 2eHa 6 nape (8ce 2eHvl )
yej06eKa napHvle) AGIAIOMCA TUOO HOPMATLHBIMU, TUOO MYMAHMHBLMU

T'emepo3uzomnoe cocmosanue (Hocumenbcmeo) — cocmosHue, K020a OOUH 2eH U3 Napbl HOPMALbHbIL, d
8MOpOIL — Hecem 6 cebe Mymayuro

Tpubnuzumenvrno nonosuna écex Ciyiaed HACIe008aHUus 6oae3Hell NPOUCXooum, Kko2oa 0ba pooumens He
cmpaoarom HacieOCmEeHHbIMU  3a00J1e6aHUAMY, OOHAKO, SGISIOMC  HOCUMENSIMU NOBPENCOCHHBIX 2€HO8 8
2emepo3ucomMHOM COCMOSHUU (K020a 00HA XPOMOCOMA HeCenm NO8PedtCOeHHbI 2eH, d Opyeas — Hopmanvhsiil). Takoul
Mun Hacie0o8anus HA3bI8ACMC AYMOCOMHO-PEYECCUBHbIM Munom. [isi HeKOmopwix makux OolesHell OOKA3aHA
yacmas ecmpeuaemocms 6 nonyaayuu ( npumepro 1:30 — 1:50) Juaenocmuka Hocumenbcmea maxkux «MOI4auux
Mymayuily no3eoJiaen npeodomspamuns podicoeHue 8 OdibHeliuem demell ¢ Hacle0CnE8eHHOU Namoozuetl

[Tony4yeHHbIE PE3YIbTATHI:

AOHK ®damunus, U.0. SMN1 CFTR PAH GJB2
1983 Heneunn He MyTauwnii He MyTauun He MyTtauun He
oBHapyxeHo 06Hapy>xeHo obHapyxeHo 06HapyxeHo

1. Myxosucuyuoos - mymayuu cena CFTR (22 mymayuu)

Hannvrii ananus npeonasnaven Onsa 6vlagNeHUs MYMAyull, C8A3AHHBIX ¢ OOHUM U3 HAuboIee 4aACMbIX
MOHO2eHHbIX  3abonesanuti - MyKosucyuodosom. Hcecnedosanue mymayuu ecena CFTR  mooicem  umembn
ouazHocmuueckoe 3nauenue (Y O0IbHbIX ¢ KIUHUYeCKUMU NPOAGIEHUAMU 3A001e8aHUA, d MAKXHCe NPOSHOCIUYECKoe
SHAUeHUe ¢ Yenvlo BbIAGIEeHUA HOCUMETbCNEA HeONAZONPUAMHBIX MYMAYUll Y 300POSbIX Y, 6CIYRAIOWUX 8 OPAK
w/unu naanupyowux demopoogicoenue. Kpome moeo, uccneoosanue na naruuue mymayuii 6 eene CEFTR npogoosim
APU MYAHCCKOM 6eCnIooul (OMcymemeue il HenpoxooUMOCnb CEMABLIHOCAUWUX nymell).

Myxosucyuoosz cesazan ¢ mymayueti ¢ eene CFTR (CYSTIC FIBROSIS TRANSMEMBRANE
CONDUCTANCE REGULATOR, unu MBTP - mpancmemOpannbvlii pe2yiamop MyKOGUCYUoo3a). Dmom 2en
JIOKAAU3068aH HA OTUHHOM niede xpomocomvl 7(7q31.2). B nacmosiwyee epems onucano b6oiee noiymopa meicsy
PA3TUYHBIX MYMAYUL 8 IMOM 2€He, OOHAKO JULUb HeCKOAbKO U3 HUX ecmpedaiomcs ¢ wacmomoti bonee 1%. Camoil
pacnpocmpanennoi mymayuetl sigisemcs Del F508 (Oeneyuss 3 Hykieomuodos, KOOUpYHOWUX (DeHUNANaHUH 6
nonooicenuu 508). /lons ee 6 Poccuu cocmasnaem okono 55% cpedu 6cex mymayuii npu mykosucyudose. 22 naubonee
yacmoix mymayuti ¢ eene CFTR: del21kb, delF508, 21834A>G, 1677delTA, 2143delT, 2184insA, 394delTT,
3821delT, L138ins, G542X, W1282X, N1303K, R334W, 3849+10kbC>T, 604insA, 3944delGT, S1196X, 621+1g>t,



E92K, 3272-264>G, 4015delA, 4022insT.. Cymmapnas ungopmamusrnocms cucmemst cocmasisem okono 80% om
00We20 YUCIA NOBPENCOCHHBIX NPU MYKOBUCYUAO3€ XPOMOCOM.

B oopa3zue IHK nmanuenTa He BbIsBJeHbl MyTauuu reia CFTR umu B
roMoO-, HI B IeTepO3UIOTHOM cOCTOsiIHMM. COOTBETCTBEHHO, OH HE 3abojieeT
JAaHHBIM 3a00sieBaHNEeM. BeposTHOCTE 1aHHOTrO 3a00J1€BaHMsl y €r0 NOTOMKOB
TaKXKe HU3Kasl.

2. Heiipocencopnaa HeCUHOPOMAIbHAA HLY20YXOCMb  (21yXoma) -
mymayus 35 del G 2ena GJB2 (Cx26)

Jannvii ananus npeonasnauer Oisl bIAGNEHUS MYMAYUU, CEA3AHHOU C OOHUM U3 HAUbOIee 4acmuvlX
MOHOEHHBIX 3000N1e6aHUU - HEUPOCEHCOPHOU HECUHOPOMATLHOU my2oyxocmvio (enyxomoti). Obuapyoicenue
mymayuu 35 del G eena GJB2 6 20M0O3ucOMHOM COCMOSIHUL NO3BOJAEH MOYHO NOCMABUMb OUACHO3 DOJIbHOMY, a
OOHapyscenue OauHOU Mymayuu 6 2emepo3ucOmMHOM COCMOSHUU Y 000UX CYNpyeo8 - COelamv 3aKioueHue o
BbICOKOM PUCKE POJNCOeHUsL PeOEHKA C HeUPOCEHCOPHOU HEeCUHOPOMANbHOU My20yXOCmblo U CHIAHUPOBANb
npoghunakmudeckue Meponpusmus no npoeedenuro 00poo06ol OUASHOCMUKU 9MO20 3a001e8aHUs HA PAHHUX
CpoKax bepemenHoCmiL.

JI1s TMarHOCTUKM ayTOCOMHO-PEIECCUBHON HECHHAPOMAILHOW HEHMPOCEHCOPHOM
TYTOYXOCTH MPOBEJICHO UCCIIeIOBAHUE HATMUHMS 9-1 HanboJIee YaCThIX MaTOr€HHBIX
BapuaHnToB B rTeHe GJB2: c.35delG, c.-23+1G>A (IVS1+1G>A), c.101T>C
(p-Met34Thr), c¢.167delT, c¢.235delC, «c¢.313 326dell4, ¢.358 360delGAG
(p.Glul20del) u 10 1kbdel (GJB2-D13S175)
(NC 000013.10:2.20,757,021 20,858,394del) u 30 9kbdel, (GJB6-D13S1830)
(NC _000013.10:2.20,797,177 21,105,945del). [Ipumensiemblii OAXO] MO3BOJISET

BEISIBIIATH Ooiiee 99% myTtanuii B rene GJB2.
B o0pasue JHK nmanuenTa He BbisiBJIeHbI MyTanuu reia GJB2

HU B TOMO-, HU B T€TEPO3UTOTHOM COCTOSIHMU. COOTBETCTBEHHO, OH HE 3a00JeeT
HECUHJIPOMAJIbBHOM HEUPOCEHCOPHOM TYTrOYXOCTbI. BepoATHOCTh TaHHOTO
3a00J1eBaHUs y €r0 MOTOMKOB TaK)K€ HU3KAS.

3. @enunkemonypus - mymayusn cena PAH (8 mymauyuii)

Jlannovlil ananus npeoHasHayeH O GbIAGNEHUS MYMAayuil, CE8A3AHHbLIX C OOHUM U3 HAubolee UACMbIX
MOHO2eHHbIX 3a0o0nesanuti - ¢henunkemonypuetl. Hccieoosanue mymayuii 2eHa ¢heHunaiaHuH-4-euopoxkcunassl
Modrcem umems OudeHOCMuYecKoe 3Hauenue (v OONbHbIX ¢ KIUHUYECKUMU NPOABIEHUAMU 3a001e8aHUA), A MAKHCE
NPOSHOCUYECKOe 3HAYEHUe C Yelbl0 GbIAGNeHUs HOCUMENbCMEd HeOIA2ONPUAMHBIX Mymayull y 300posbix Jul,
BCMYNAIOWUX 8 OPAK U/UNU NIAHUPVIOWUX 0eTOPOAHCOeH Le.

Tun nacnedosanus @KY — aymocommo-peyeccususiii. 3abonesanue céazano ¢ mymayuet ¢ cene PAI' (PAH)
genunananunzuopoxcunazul. I'en 10Ka1u308an Ha OTUHHOM naede xpomocomull2, yuacmre 12q22-q24.1. Ha
ceeoouswnull 0els 8 eene PAI onucano ceviue 400 mymayuii, wvacmoma u 6CmpeuaemMocms KOmopuvlx
Xapakmepu3zyemcs CyuecmeeHHbIMU MENCHONYIAYUOHHBIMU PA3TUYUIMU. OOHAKO TULUb HECKOILKO U3 HUX
scmpeuaiomcs ¢ uacmomoti 6onee 1%. Camou pacnpocmpanennoi mymayueii ons dcumeneil Eeponel senaemcs
muccenc-mymayus 6 sxsone 12 cena @A’ — R408W.

Ipu 0annom uccnedosanuu npogooumcs sviasierue 9 Hauboaee Yacmvlx NAMOSEHHbIX 6APUAHINOE 8 2EHE
PAH:: IVS4+5G>T (c.441+5G>T), EX5del4154ins268, (c.442-2913 509+1173del4154ins268), p.Arg158Glin
(c.473G>A), p.Arg252Trp (c.754C>T), p.Arg261Gln (c.782G>A), p.Pro281Leu (c.842C>T), IVS10-11G>A
(c.1066-11G>A), p.Arg408Trp (c.1222C>T), IVSI2+1G>A (c.1315+1G>A.) Cymmapnas ungpopmamusnocms
cucmemsl cocmasniem 81% om uucna no8peicOeHHbIX XpoMOoCoM.

B oopa3ue JJHK nanuenTa He BbisiBjieHbl myTanuu reia PAH Hu B
rOMO-, HU B T€TEPO3UTOTHOM COCTOSIHUU. COOTBETCTBEHHO, OH He 3aboseeT
benwikeroypueil. BeposiTHOCTh, TaHHOTO 3a00JI€BaHUS Y €ro MOTOMKOB TakKXke
HU3Kasl.



4. Ilpoxcumanvnasa cnunanvhaa motuieunan ampogusa 1, 11, IN1 munoe —

oeneyuu ¢ 7,8 Ik3onax zena SMN1

Hannvrii ananus npeonasnaven O GblAGNEHU MYMAyull, CEA3AHHLIX ¢ OOHUM U3 HAUubOIee UYaAcmblxX
MOHOZEHHbIX 3a0071e6aHUll - NPOKCUMATLHOU CRUHATLHOU Mblueunou ampoguu I, I, 11l munos. Hccnedosanue
Oeneyuil 7 u 8 sxzonos cena SMN modcem umems Ouacnocmuyeckoe sHawenue (Y OONbHbIX ¢ KIUHUYECKUMU
npoAGIeHUAMU  3a001e6aNUsL), A MAKdICce NPOSHOCMUYECKOe 3HAYeHUe C Yeblo GblAGIeHUs HOCUMENbCMEd
HebNa2onpusmHuIX 0eneyuil y 300p08uixX Y, 6CMYNAIOWUX 8 OPAK U/UTU NIAHUPYIOWUX 0eMOopOodiCOeH e.

T'en, omeemcmeeHHblll 34 B03HUKHOBEHUE NPOKCUMANLHOU CRUHANbHOU amuompoguu I-1V muna,
nassannviti SMN (survival motor neuron gene), pacnonodscer 6 paiione 5q13 u npedcmagnen 08yMsa CXOHCUMU NO
cmpoenuio konuamu (menomepnoii - SMNt u yenmpomepnou - SMNc). YV 96% nayuenmog ¢ pasnuunslmu munamu
CNUHATLHOU amuompoduu pecucmpupyemcs oeneyus cena SMNt.

B o0pasue JTHK nmauuenrTa He BbIsiBJIeHA Jejelus 7-8 IK30HOB
resa SMN1 HU B TOMO- HU B T€TE€PO3UTOTHOM COCTOSIHUU. COOTBETCTBEHHO, OH HE
3a00€eeT CIMHAIBHON MBIIIEUHOM aTpodueil. BeposaTtHocTh JaHHOTO 3a00JIeBaHUS
y €ro MOTOMKOB TaKK€ HU3Kasl.

3AKJ/IIOYEHHUE.

Takum 006pa3om, y manMeHTa He BBISIBJICHBI MYTallUd B T€HAX
YacThIX HACJIEJCTBEHHBIX 3a00JICBaHUM, YTO JE€laeT MaJOBEPOSITHBIM Yy HETO
HaJIM4ME JaHHBIX OOJIE3HEW, a TaKKe TMOSABJICHHE y HEro JeTed C TaKuMu
3a0oneBanusiMu. [Ipu muanupoBaHuu OepeMEHHOCTH OOCIEIOBaHHE CYNpPYrd Ha
HOCHUTEIBCTBO JIAHHBIX 3a00JI€BaHUM HE 11€1eCO00pa3Ho.

[Ipy HeoOXOAMMOCTH TOJYy4YEHHUS JOMOJHUTEIbHON WH(OpMaAIUK 10
pe3ynbTaTam 00CeI0BaHNs PEKOMEHIYEeTCsl KOHCYJIbTalllsl Bpaya-reHeTHKa.

K.m.H., Bpau-reHeTuk (®UO)





