INVITRO

®no

Mon: My

Bospacr: 69 net

NH3: 999999999

[aTa B3aTus1 obpasua: 07.07.2022

[JaTta noctynneHuns obpasua: 07.07.2022

Bpau: 30.07.2022

[aTa neyaTtu pesynbTaTa: 30.07.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
leHTUHrToHONoA06HbIE CM.KOMM Pe3synbTaT npunaraetcs Ha oTAenbHOM bnaHke.
3aboneBaHus,
KOMMeKcHas

ANarHoCTuKa, 4.M.

BHuMaHve! B aneKTpoHHOM 3k3eMnnspe 6naHka Ha3BaHWe UCCIIEN0BaHNS COAEPXKUT CChINIKY Ha CTpaHuLy caiTa
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/1bTauuda creunanncra.
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http://www.invitro.ru/

Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 1953 1. p., obcnenoBaica B OO0 «HezaBucumas nadoparopus UHBUTPO»
C TIeNBbI0 aHalW3a HaJW4YWs 4YacThIX MyTalldi, OTBEYAIOMIEM 3a pPa3BUTHE

I‘CHTI/IHI‘TOHOHOI[O6HI)IX 3360J’I€B8HI/II>1 (KOMHHCKCH&H JAUArHOCTHUKA — HpO(i)I/IJIB NQ
77702).

B 3aknro4eHnH NCIIOIB3YIOTCS CIELYIOIINE TEPMUHBIL:

I'oMo3uroTHoe cocrosiHue (HOCUTENBCTBO) — COCTOSIHUE, IIPU KOTOPOM 00a reHa B nape (Bce reHbl
y 4elloBeKa MapHbIe) ABISIIOTCA JTM00 HOPMAIbHBIMU, TU00 MyTaHTHBIMHU.

I'erepo3urotHoe cocTossHUE (HOCUTENBCTBO) — COCTOSIHUE, KOTJa OAWH T'€H U3 I1apbl HOPMAJIbHBIH,
a BTOPOil — HeceT B cebe MyTaluIo.

B nmanmHOM mnpoduie aHanM3MpyeTcs HATUYME MYTalUil B TeHaX, NPUBOMAIIMX K TpEM
HACJIC/ICTBEHHBIM  3a00JIeBaHUSIM, HMMEIOIIUM KIMHUYECKYI0O KApTHHY, IIOXOXYI0 Ha XOpero
I'enTuHrTOHA.

T'enmunzmononoooonoe 3abonesanue 2 muna (I'TI3 2 muna) — nacredcmeennoe npozpeccupyioujee
HelipoOeceHepamueHoe 3a001e8aHue, 8bI36AHHOE IKCNAHCUEU MPUHYKICOMUOHBIX NOSMOPO8, COCMOSWUX U3 YUMO3UHA,
mumuna u 2yanuna (CTGnoemopos), 6 cene JPH3, kooupyrowezo 6enok onkmoguaun-3. 3abonesanue xapaxmepuszyemcs
NosIBNIEHUEM PA3TUYHO20 8U0A MOMMOPHBIX HAPYUWeHUll (Xopes,, OUCMOHUSL, Amemos, mpemop, MUOKILOHUSL), Opadukunesuerl u
pucudHocmoio, oucghazueil; ousapmpuetl, euneppe@iekcuel, pazeumuem KOSHUMUBHO20 0equyuma u Hetuponcuxuieckux
omKnoHeHull. 3abonesanue Haciedyemcs no aymocoMHO-OOMUHAHMHOMY muny, mo ecmo umeemcs 50% pucka pazeumus
3a601€8aHUs Y HOMOMKOS8.

Cnunouepebennapnas amaxcuna 17 muna (CHA 17) — aymocomuo-domunanmuoe Heupooe2eHepamusHoe
3a00/1e8aHUe, BbI36AHHOE SKCNAHCUEl MPUHYKICOMUOHBIX NOBMOPOS, COCHMOAWUX U3 YUMO3UHA, AOEHUHA U 2YAHUHA
(CAG/CAA - nosmop), ¢ cene TBP, xooupyiowezo TATA-6oxc cesasvisarowuii 6enok. 3abonesanue Xapaxmepusyemcs
nosignenuemM MeONeHHO Npocpeccupyioujeli MO3XHCeUKo8oUu OUcynKyuu (amaxcus, Ou3apmpus, 21a3008ucamesbhbie
Hapyuilenusl), OeMeHyuu, 2UNepKUHEe308, d MAKHCe pA3IUUHbIX KOMOUHAYUU YepeOPalbHbIX, SKCMPANUpaMuoHbIX,
0y1bOAPHBIX, CNUHAILHBIX U NePUPEPUYEcKUX 3HAKOS.

Jenmamopyoponannudonioucosa ampoua  ([APIVIA) — npedcmagisem  coboii  HACleOCMBeHHOe
HelipoOeceHepamueHoe npozpeccupyrouee 3a001e8anue, 8bl136aHHOE IKCNAHCUEL MPUHYKIEOMUOHBIX HOBNOPO8, COCTNOSUUX
u3 yumo3suna, adenuna u eyanuna (CAG-noemopos), 6 cene ATNI, kooupyrowezo benox ampogun — 1. [lpu manugpecmayuu
6 Oemckom @ospacme oaa JIPIIVIA xapakxmepha npocpeccupyiowds amaxcus, MUOKIOHUSA, SNUNENcUs U HapyueHue
uHmeniekmyanbHolx Qyukyuil. Ipu manugecmayuu @ Oonee nosomem eozpacme s [APIIJIA xapaxmepna amaxcus,
Xopeoamemo3s u demenyus. 3aboresanue HACIe0yemcs no aymocoMHO-00MUHAHMHOMY Muny, mo ecmov umeemcs 50% pucka
paszeumus 3a001e6anUs Y NOMOMKOS.

B o6pasue JIHK oGcnemyemoro mpoBenéH MOUCK YacThIX MyTallui B TeHaXx,
MPUBOIAIINX K 32a00JI€BaHUSAM, KIMHUYSCKAs KapTHHA TP KOTOPHIX IOX0Xa Ha XOpero
I'enTunrTOHA.

I'en MyTauus IlosnyyeHHBIH pe3yJabTaT
JPH3 Onpenenenue konnuectBa CTG noBTopoB | KonnuecTBo mOBTOPOB —
(<39 CTG — HOpMa) 13/14
TBP Omnpenenenue kommuectBa CAG/CAA KonnuecTBo moBTOpOB —
oBTOpOB (<40 HOpMa) 32/35
ATNI Onpenenenue konnuectsa CAGnosropoB | KonnuecTBo moBTOPOB —
(<47 — Hopma) 17/17




Takum 00pa3oM, UccIeJOBAaHHbIC MYTAIlUM He BbISIBJICHBI.

[Tonyuennsiii pesynbrar He uckiaoudaer co 100% TOYHOCTHIO HACIEICTBEHHBIM
xapaktep Ooyie3Hn y obOcnemyemoii (Tak Kak 3a00JeBaHUE MOXKET OBITH 00YCIOBIICHO
JIPYTUMH, OTHOCHTEIBHO pEOKO BCTPEYAIOIIMMHUCS MYTalUsIMU), HO CHHXKAeT
BEPOSITHOCTh UCCIIEOBAaHHBIX 3a00JICBaHUIA.

Panee Obuta wuckmoueHa xopes ['eHTunrTona (tect 7815); ecnm  MOXKHO
npeanojaraTb UMEHHO HACIEICTBEHHYIO (opMy 3a00JieBaHUs, 11€51€CO000pa3HO PEUIUTh
BOIIPOC O TMPOBEJICHHH SK30MHOIO CEKBEHHPOBAHHUS, IO3BOJIIOLIETO IPOBECTU
OJIHOBPEMEHHBIM MOUCK MyTanui B OoibiioMm yuciae renoB. B OO0 «HezaBucumas
nabopatopuss UHBUTPO» nanHoe nccneaoBaHue B HACTOALLEE BPEMsSI HE TPOBOIUTCSL.

Bce nononHUTENBHBIE HCCIIETOBAHUS JKEJIATEIIBHO MPOBOJAUTH IO COTIACOBAHUIO C
JI€YAIM BPayoM.

K.Mm.H., Bpau-reHeTuk MLII. / IToanuck Bpaua



