[Ipunoxxenue
K pemennto OenepanbHON CITy:KOBI IO HHTEIICKTYaIbHON
COOCTBEHHOCTH

3AKVIFOYEHHUE
KOJIJIETHH 110 pPe3yJibTaTaM paccMOTpeHust
X] Bo3paxkeHus [_] 3asBjIeHUs

Konneruss B mopsiike, yCTaHOBJIIEGHHOM NYHKTOM 3 crtatbu 1248 wyactu
yerBepTor ['paxkpganckoro koxaekca Poccuiickont @enepanuu, BBEICHHOW B
neictBue ¢ 1 suBaps 2008 r. @enepanbHbIM 3akoHOM OT 18 aexabpst 2006 r. Ne
231-D3, B penakiyu, ASHCTBYIONICH Ha AaTy MOJa4d Bo3pakeHus, U [IpaBumamu
paccMOTpeHuUst U paspenieHus henepaibHbIM OPraHOM UCIOJHUTEILHON BIACTH 110
WHTEIJIEKTYalIbHOW  COOCTBeHHOCTH  (nanmee -  PocmareHT) cmopoB B
aIMUHHUCTPATUBHOM IMOPSAKE, YTBEPKIACHHBIMU IMPUKA30M MUHUCTEPCTBA HAYKU U
BbiCcIIer0  oOpa3oBanus  Poccuiickoit ~ @Dexeparun w1 MuUHHCTEpCTBA
sKOHOMHYEcKoro pa3Butus Poccuiickoit @exneparuu ot 30.04.2020, No 644/261,
3aperuCTpUpOBaHHBIM B MunHucrepctBe roctunuu Poccuiickont depepanuu
25.08.2020, perucrpaunonubiid Ne 59454, nara Berymienus B cuity 06.09.2020, ¢
U3MEHEHUSIMU, BHECEHHBIMU  TpukazoM  MwuHoOpHayku  Poccum  u
Munskonompazputuss Poccun ot 23.11.2022 Ne 1140/646 (nmanee — IlpaBuna
[II1C), paccmotpena moctymnuBiiee 28.07.2023 Bospaxenune ot denepambHOTO
roCyJIapCTBEHHOTO OIOKETHOTO YyupexacHus '"HalnmoHaNbHBIM MEIUIIMHCKHAM
MCCIICIOBATENIbCKUN LIEHTP aKyIIEpPCTBA, TMHEKOJOTHMU U TEPUHATOJIOTUA HUMEHU
akanemuka B.M. KynakoBa" MuHnucrepctBa 31paBooxpaneHusi Poccuiickoi
Oenepanuu  (mamee — 3asBUTENh), Ha pemieHne dDeneparbHOM CIYKOBI 110
MHTEJIEKTYanbHO cobcTBeHHOCTH (nanee — Pocnatent) ot 20.02.2023 06 oTkaze
B BbIJaye MaTeHTa Ha u300peTeHme mo 3asBke Ne 2021139313/10, mpu sToM
YCTAHOBJIEHO CJIEIYIOIIIECE.

3asBien «Cnoco06 penaktupoBanusi reHa GJB2 pans  ucnpasieHus
naToreHHoro BapuanTa c.del35G B oonuTax denoBeka, KyJIbTUBUPYEMBIX in Vitroy,
COBOKYMHOCTbh MPU3HAKOB KOTOPOTO U3JI0KEHA B (pOopMyJie, MPeCTaBICHHON Ha

naty nojgaum (28.12.2021), B cneayromnieit peaakiuu:



«Cmoco6 pemaktupoBanus rera GJB2 na ocHoBe cuctembr CRISPR-Cas st
ucnpasiieHus: BapuanTa c.del35G B oomuTe uenaoBeka, KyJIbTUBUPYEMOM In Vitro, B
KOTOPOM TOTOBSIT CMECh ISl peJaKkTUpPOBaHUs, BKItoUawllyo 165 HM rumoBoit
PHK, copepxameit nocnenosarenbHocth SEQ ID NO: 1, 300 sM JIHK
OJUTOHYK/ICOTHAA,  NPEACTABIAIONIEr0  co0Oif  MOCIeIOBATENBHOCTD 5 -
T*C*GTCTTTTCCAGAGCAAACCGCCCAGAGTAGAAGATGGATTGGGGC
ACGCTGCAGACGATCCTCGGGGGTGTGAACAAACACTCCACCAGCATT
GGAAAGATCTGGCTCACCGTCC*T*C*T-3, rtme * - docdoporroarHas
MEXKHYKJIeoTUIHas cBsi3b, U 150 HM Oenka Cas9 Streptococcus pyogenes, nocie
Yero AOCTaBIIAIOT 3Ty CMECh B OOLIUT B MOMEHT OILIOJOTBOPEHUS.

HNannast popmyna OblIa IPUHATA K PACCMOTPEHUIO TIPHU IKCIEPTHU3E 3asIBKU
10 CYUIECTBY.

[To pe3ynbratamMm paccMOTpEeHHs 3asiBKU MO cymiectBy PocmareHToM ObLIO
npunsaTo pemenue ot 20.02.2023 o0 oTka3e B BbIJIaye MATEHTa HA M300pETECHUE
(manee — pemnieHue o0 OTKase), B CBSI3M C HEBO3MOXKHOCTBIO MPEIOCTABICHUS
IIPABOBOM OXpaHBI 3asiBICHHOMY CIIOCO0Y, Ha OCHOBaHWM MyHKTa 4 ctathu 1349
I'paxxnanckoro Kopekca, nelcTByrolero Ha JAaTy IMOJayu 3asiBKU (mganee —
Konekc).

VYnomsinyroe pemenue Pocnarenta ot 20.02.2023 MOTUBUPOBAHO TE€M, UYTO
MOJTyYEHHbIC 3asBUTENIEM MOAUGPUIMPOBAHHBIC KJIETKH UMEIOT U3MEHEHHBIN, HE
CYIIECTBYIOIIUNA B TpHUpoAe TeHoM. [Ipu 3TOM BHOCHMBIE H3MEHEHHUS OymyT
COXpaHATHCA B TEHOME Kak Ha 0oJiee MO3AHUX CTaJAMUSIX pa3BUTHUS SMOPUOHA, TaK U
B TEHOME B3pOCJION YEJIOBEUYECKONW OCOO0M, HMEIOIIEeH TO0JIOBbIE KIIETKH C
COOTBETCTBYIOIIMMU F€HETUYECKUMU W3MEHECHUSIMU.

Ha ocnoBanmm wu3noxxenHoro B pemeHnn Pocmarenta ot 20.02.2023
CZEJIaH BBIBOJI, YTO 3asBJICHHBIN CIIOCO0 TpeTHa3HAYCH /I BHECEHUS U3MEHEHUN
B T€HOM 3MOPHMOHAIBHBIX KJIETOK YEJIOBEKa, B TO BPEMsI KaK B COOTBETCTBHH C
nyHkToM 4 ctatbu 1349 Konekca, He MOTYT ObITh OOBEKTaMHU MATEHTHBIX MPAaB
croco0bl MOAM(UKALUKA  TEHETUYECKOM ILETOCTHOCTH KIIETOK 3apOJbIIIEBOM

JIMHUHN YCJIOBCKA.



B coorBerctBuM ¢ mnyHKTOM 3 cratbu 1387 yNOMSIHYTOrO BbIIIE
['paxknaHCKOro KOJEeKca, 3asiBUTENb 10]1aJ]1 BO3PAXKEHHE.

B noanepkky nmpuBeIEeHHBIX B BO3PAXKEHUH JIOBOJOB 3asBUTEINb CChLIACTCS
Ha CBEJICHUS W3 CIEIYIOIIMX MCTOYHUKOB HWHGpoOpManuu (MPHOOIIEHBI K
BO3PAKCHHUIO):

- Primordial Germ Cells in the Chordates: Embryogenesis and Phylogenesis.
- CUP Archive, 1979. - ISBN 978-0-521-223034 (naitee — [1]);

- Organization of the Early Vertebrate Embryo. - Springer, 30 November
1995. p.2, ISBN 978-0-306-45132-4 (nanee — [2]);

- ApedreB B.A., JlucoBenko JIA, «AHIIO-pycCKUW TOJIKOBBIA CJIOBAph
TeHETHYECKUX TepMUHOB». MockBa: u3n-8o BHUPO, 1995 (nanee — [3]);

- buonorus: yueOnuk B 2 1./mog pen.B.H.Apsiruna. M..I'DOTAP-Menua,
2015. TJI. 736 c.:un.-bBI'4 978-5-97043564-9 (nanee — [4]).

CyTp 1OBOZOB, COAEpKALIUXCS B BO3PAKEHHUH, CBOJUTCA K TOMY, 4YTO
3asiBJICHHBIA CIOCOO HE OTHOCHUTCS K MOAM(DUKALMH T€HETUYECKON LETOCTHOCTH
KJIETOK 3apO/IbIIIEBON JIMHUM YEJIOBEKA, TOCKOJIbKY 3UT0Ta U MPOAYKTHI MIEPBBIX €€
neneHui (6acToMepbl) HE SBIISIIOTCS KJIETKAMU 3apOIbIIICBON JIMHUHU.

B BO3paxkennu oTMedeHo, 4TO SMOPHOH YeJIOBEKA 10 CTaauu racTpydisl (14
JTHEN) HEe COACPKUT KIIETOK 3apOJBIIIEBOM JIMHUU, B TO BPEMs Kak MOIUMUKAIISI
JIHK no npennaraeMoMy crocoOy MPOUCXOJIUT HA CTaIUU €IUHCTBEHHOW KIJIETKU
(3uroTHI) e1le A0 Havaja mpoiecca apobnenus (1-e cyTku) U, TaKUM 00pa3om, He
MOJKET 3aTparuBaTh KJIETKU 3apOJIbIIIEBON JTMHUU YEIOBEKA, KOTOPBIX HA TaHHOM
JTane pa3BUTUS HE CYIIECTBYET, a «COAEPXk AT JIMIIb HUX MPEIUIECTBEHHUKI.
3asBUTENIb, CO CCBUIKOM Ha HUCTOYHUKH [1]-[4] oTMewaeT, UYTO KIETKaMu
3apOABILIEBOM JIMHUU YEJI0BEKa CYUTAIOT IEPBUYHBIE MTOJIOBBIE KJIETKH (TOHOLUTHI)
1 o0pasyronyecs U3 HUX raMeThl.

3asBUTEIh OTMEUAET, YTO 3WUTOTa W OJIACTOIMCTAa HE COJEpKaT KIIETOK
3apOABIIIEBON JIMHUM U SIBJIAIOTCS JIMILb €€ NMpealecTBeHHUKamMu. Ilpu sTtom, mno
MHEHHUIO 3asiBUTENS, BO3JIEHCTBHE HAa NPENIUIECTBEHHUKOB KIJIETOK 3apOJIbIIIEBOM

JUHUM YEJIOBEKAa HE MOXKET MOoAnajaTh IMoj JedcTBue nyHkTa 4 cratbu 1349



Konekca, «mOCKOJNIBKY TIpM TakOW TPAKTOBKE 3aKOHOAATENLCTBA OOBEKTAMU
MAaTEHTHBIX TMpPaB HE MOTYT OBITh CIOCOOBI MOAM(PUKANNKA TEHETUYECKON
[EJTOCTHOCTH TMPAKTHUUYECKH JIOOBIX KIIETOK ueJoBeKa (M3-3a UX €CTECTBEHHOMU
CIIOCOOHOCTH K pe-audepeHIInpOBKe), YTO, CPEAU MPOUETro, OJOKUPYET pa3BUTHE
METOJIOB FT€HHOM Tepanuu HACJIeICTBEHHBIX 3a00JICBAHUIN.

Ha ocHoBaHMM TpHBEICHHBIX B HcTOuHMKaX wHpopmaimu [1]-[4]
ONPEICIICHUN TePMUHA «KJIETKH 3apOJBIIICBON JIMHUWY, 3asBUTENb JI€JIa€T BBHIBO
0 TOM, YTO 3UT0Ta U MPOJYKTHI MEPBbIX €€ AeICHUI (OIacToMephl) HE SBISIOTCS
KJIETKaMH 3apOJBIIICBON JTMHUU U TIOITOMY 3asIBJICHHBIN CIIOCOO HE OTHOCUTCS K
criocobam MoAu(UKAIUA TEHETHUYECKON IEJTOCTHOCTH KJIETOK 3apOJIbIIIIEBOM
JMHUHM 4YEJI0OBEKa, MpeaycMarpuBaeMblx TyHKTOM 4 ctatbu 1349 Konekca.

[To MHEHUIO 3asiBUTENIA, MPEAJIOKEHHBIA KM CIIOCOO HampaBieH JUIIb Ha
moaudukanuio JJHK Ha ctaguu 3urotel 10 Hayaia mpoiiecca JpoOJieHHs], B CBSI3U
C 4eM, JaHHBIA croco0 He mojamaaaer moj nedcrBue myHkta 4 crateu 1349
Konexkca.

N3yunB maTepuasl ieia, KOJUIETUsl yCTaHOBUIIA CIEAYIOIIEE.

C yuerom nmatel mojaun 3asBku (28.12.2021) npaBoBas 06a3a aJisg OICHKH
MaTEHTOCTIOCOOHOCTU MPEUIOKEHHOTO n300peTeHus BkimovyaeT Koxaeke, [IpaBuna
COCTABJICHHUSI, TIOAAYM U PACCMOTPEHUSI JTOKYMEHTOB, SIBIISIOIIMXCS OCHOBAHUEM
UL  COBEPUICHUS IOPUAMYECKH 3HAYMMBIX JIEMCTBUM 1O TOCYJapCTBEHHOU
peructpauuu  u300peTeHuil, W UuX (GOpPMbI, YTBEPKIEHHBIE MPUKAZ0OM
Munskonompazputus Poccun ot 25.05.2016 Ne 316 (nanee — [IpaBuia 13).

CornacHo nyHkry 4 crareu 1349 Konmekca He MOTYT OBITh OOBEKTaMHU
MAaTEHTHBIX TPaB: CIOCOOBI KJIOHMPOBAHUS YEJIOBEKa; CIOCOOBI MOIUMUKAIIIU
FEHETUYECKOM  IEJTOCTHOCTH  KJIETOK  3apOJBIINICBOM  JIMHUM  YeJIOBEKa;
WCIIOJIb30BAHUE YEJIOBEUYECKUX AMOPUOHOB B MPOMBIIIUICHHBIX U KOMMEPUYECKHX
IEJISIX; MHBIE PEIIeHUs, TPOTUBOPEYAIe OOIECTBEHHBIM HHTEPECaM, TPUHITUTIAM

I'YMaHHOCTH 1 MOpaJIH.



CormacHo nyHkty 43 IlpaBun W3 »skcnepTusza 3asBKM IO CYLIECTBY
BKJIIOYAET, B YACTHOCTH, IMPOBEPKY COOTBETCTBUSA 3asBJICHHOTO HW300pETEHUS
TpeOOBaHUSIM, YCTAaHOBJICHHBIM TyHKTOM 4 ctaThu 1349 Konekca.

AHanu3 10BOJIOB, coaepskamuxcs B pemeHuu Pocmarenta ot 20.02.2023, u
B BO3pAYKEHUU, TIOKA3aJl CJIEIyIOLIEe.

Cy1miecTBO 3asBJIICHHOTO MPEAJIOKEHUS! BBIPAKEHO B MPUBEAEHHON BBIIIE
dopmyiie n300peTeHHsI, KOTOPYIO KOJIJIETHS MPUHUMAET K PACCMOTPEHHUIO.

3asBJICHHOE TMPEUIOKEHUE OTHOCUTCA K KJIIETOYHOM, MOJEKYISIpHOU
OMOJIOTUM  DKCIIEPUMEHTATHLHONM  OWOJIOTMM W MEIUIIMHE, MOXET OBITh
HCIIOJI30BAaHO I M3MEHEHHsS] T€HOMa OOLIUTa YEeJOBEKa, OIUIOJI0TBOPSIEMOrO B
YCIIOBHUSAX 1n Vitro.

CornacHO ONHUCAHUIO 3asiBKU «METOJ] TMO3BOJSIET U3MEHATh TI'€HOM
HeOonpIoi obmactu (1o 120 HYKJIEOTHIOB) XpPOMOCOMBI 13 nJisi MCHpaBIICHHUS
MyTanuu maroreHHoro renorumna c.del35G  renma GJB2 (momumopduszm
rs80338939)», a Takke MOXKeET OBbITh HCHOJIb30BAaH [Ji1 CO3JaHUs Mojelen
NPENOTBPAIICHUSI TeHETHYECKU-O0YCIOBIEHHON TJIYXOThI Ha TE€HETUYECKOM
YPOBHE, TECTUPOBAHUSI METOJO0B SKCIIEPUMEHTAIHLHOM T€HETUYECKON Tepanuu (CMm.
omHcaHue 3asBKW). B KaduecTBe TeHa —MUIIIEHHU, TTOIBEPTAIOIIETOCs U3MEHEHUIO B
3asBJIeHHOM croco0Oe BeiOpan Ten GJB2 ¢ myramumeit ¢.35delG B (momumopduzm
rs80338939 Homep dbSNP), sBustomeiics pacnpoCTpaHEHHON T€HETHUYECKH-
ACCOLIMMPOBAHHOMN ITPUYMHONU ayTOCOMHO-PELECCUBHON TITyXOTHI.

Takum o00pa3oM, 3asBJICHHOE TIPEJIOKEHHE OTHOCUTCS K 00JacTu
KJIETOYHOH WM TCHHOW WH)XCHEPHUH, a HWMEHHO, K TEXHOJIOTHSM BHECCHHS
HaIpaBJICHHBIX U3MEHEHUU (peJaKTUPOBAHUS) TEHOMA YEJIOBEKa, B YaCTHOCTH, K
TEXHOJIOTUM M3MEHEHHUs mnociefoBaTenbHocTH reHa GJB2 yenoBeka, MMEIOIIETO
narosiorudeckyro «mytanuio c¢.35delG»  (rs80338939), ¢ menmplo  «co3maHus
BO3MOXXHOCTH HWCIPABIICHUS YYacTKa T€HOMa 4YeJOBEKa, HECYIIEero MYTallUio
c.del35G B rene GJB2 uenoBeka, Ha BapuaHT T'€HOMa 3J0POBOTO 4YEJIOBEKa

(BapuaHT pedepeHCHOro TeHOMa YeioBeka) ¢ cuHoHuMu4uHOM 3ameHor C.G30C B



reie GJB2 B oommrte YenoBeka, OIMIOMOTBOPSIEMOM in Vitro» (CM. OmMucaHUe
3asiBKH).

CornacHo ONHMCAHUWIO 3asIBKH «IPEJCTABICHHbIC JaHHBIC MOATBEPKIAIOT
CO3JaHME BO3MOKHOCTH UCIPABJICHHS ydyacTKa FeHOMa YeJIOBEKa pa3MepOM MEHee
120 nmykneotuaoB, Hecymiero Mmytanuio c.del35G B rene GJB2 denoBeka, Ha
BapUaHT I'€HOMa 3/J0pPOBOTO YesoBeKa (BapuaHT peepeHCHOr0 TeHOMAa YEJIOBEKa)
¢ cuHonnMu4HoM 3ameHor C.G30C B rene GJB2 B paHHeEM SMOPHOHE YETOBEKAY.

To ectb, 3asBIEHHBIA CIIOCOO MCHOJB3YETCA ISl peJaKTUPOBAHUS IFeHOMA
YEeJIOBEKa MyTeM pEKOHCTpykiuu reHa (GJB2 4yenoBeka Ha paHHEW CTaauu
SMOPHOHATBLHOTO Pa3BUTUS JUIsl JICUCHUST HACJIEACTBEHHOM (POpPMBI TIyXOTHI,
cBsi3aHHOU ¢ MyTanuei C.del35G.

JlaHHOe Takke MOATBEPKAACTCS COACPKAIMMMUCSA B OMNHCAHUU 3asBKU
CBEICHUSIMU O TOM, UYTO «IOJBEPTIIMECS PEAAKTUPOBAHUIO OIJIOJOTBOPEHHBIE
OOILIUTHI YEJIOBEKA, U Pa3BUBAIOIIMECS U3 HUX SMOPHOHBI HENlb3sl KyJIbTUBUPOBATh
Jajgee craauM OJacTOIMCTHI. Bce KIETKM paHHUX SMOPUOHOB, IMOJYyYECHHBIC B
pe3yibTaTe IPUMEHEHHS JaHHOTO CIoc00a, He0OX0MMO JIU3UPOBATH (ITOJTHOCTHIO
JUIINTh KU3HECIIOCOOHOCTH)», a «IOJYYEHHbIE SMOPHOHBI W UX KJIETKU
peAHa3HAYECHbl UCKIFOUUTENBHO JI1 HAYYHBIX UCCIEAOBAHUM B LIENAX CO3IAHUS
mojenel wuchnpabieHus Mytanuu  c.del35G  w  He mpemHa3sHAYeHBI IS
HCTIOJIb30BaHUS B IPOMBIIIJICHHBIX WJIM KOMMEPYECKHUX LENIX» (CM. ONHUCaHue).

CrnenoBaTenbHO, TPEMIOKEHHBIA Croco0 pemaktupoBaHus reHa GJB2
yenoBeka, Hecymero Mytauuio (GJB2  peanusyercs mOyTeM BHECEHUS B
TOMO3UTOTHOM BapuaHTE HeJocTalomero Hykiaeoruna G B HYXHOE MECTO
MOCJEA0BATEIbHOCTH MYTAaHTHOTO T€Ha, KOTOPOE OCYIIECTBISIIOT «B PaHHEM
AMOpPHOHE YEJIOBEKa», TO €CTh, HA paHHEN CTaIud SMOPUOHAIIBHOTO Pa3BUTHUS WU
Ha CTaJIUU OIJIOJIOTBOPEHHON 3UTOTHI.

3asgBICHHBIM OT peaJn3allii TMPEIJI0KEHHOTO Crocoda pe3yabTaToM
ABJISIETCA «HUCIPABJIEHUE Y4YacTKa TIE€HOMa 4elloBeKa  pa3mepoM wmeHee 120
HYKJICOTHIOB, Hecymiero mytanuio ¢.del35G B rene GJB2 uenoBeka, Ha BapuaHT

reHoMa 3JI0pOBOrO YelioBeKa (BapuaHT pedepeHCHOro IeHOoMa YelloBeKa) C



cunonnMuuHor 3ameHon C.G30C B reme GJB2 B oomure dYenoBeKa,
OTUIOAOTBOPSEMOM In Vvitro» (cM. omucanue). To ecTh, MO CBOEH CyTH, B
pe3yJbTaTe BMEMIATENBCTBA 3AsIBUTEIIEM B MTOCIEA0BATEIBHOCTh MIPUPOJHOTO TE€HA
MOJTy4YaeTcsl HOBBIM (MCKYCCTBEHHO CO3J[aHHBII) OpraHu3M.

CormnacHo omMcaHWio, B MPOIECCE OCYIIECTBICHUS 3asgBJICHHOrO Crocoba
3asBUTENb Hcnpapmsger MyTtanuu c.del35G rena GJB2 denmoBeka B oouure
YeJI0BEKA, OTLTIOOTBOPSIEMOM in Vitro myTeM MPUMEHEHUS OPUTHHAIBHON THAOBON
PHK nns nokalbHOrO M3MEHEHHS! TeéHOMa B OKpecTHocTH myTtauuu c.del35G
meronom CRISPR-Cas. Ilpum »5ToM, coOrilacHO 3asBICHHOMY MPEIIOKCHHUIO
«Cmoco0 TEeHETHMYEeCKOro peaakTupoBanus reHa GJB2 ¢ uenbio ucnpaBieHUs
naToreHHoro BapuanTta c.del35G B oomuTax 4YenoBeka, OIUIOAOTBOPSEMBIX In
Vitro» BKJIFOYAaeT HECKOJIBKO JTaloB, a HWMEHHO: «IPUTOTOBJICHHUE CMECH IS
pENaKTUpOBaHUs, IOCTAaBKy CMECH B OOLUT, KYJbTUBUPOBAHHUE OOLUTOB U
AMOpPHOHOB, JU3UPOBAHUE KIETOK AMOpuoHa, npurotoBiieHne NGS Oubmuotex
IJI8 TEHETHMYECKOro aHalW3a, TIeHeTHYeCcKui aHamm3 MeTtoaoM NGS» (cwm.
OTIMCaHUe).

[Ipy 5TOM OAHUM W3 IIArOB PEJAKTUPOBAHUS I'€Ha SBJISIETCS JOCTAaBKa «B
OOLIUT  TPUTOTOBIICHHBIA  pacTBOp..,  JOCTaBKY  HYXXKHO  IPOU3BECTHU
MHUKPOUHBEKLIIMEN OJHOBPEMEHHO C MHTPALUTOIUIA3MATUUECKOM HHBEKIUEH
crnepmarozonsa (MKCH) Ha MHBEPTUPOBAHHOM MHUKPOCKOIIE C HCIOJIb30BAaHUEM
CTaHJAAPTHBIX MUKPOUHCTPYMEHTOBY (CM. OTMCAHHUE).

Takum oOpazom, eciii paccMaTpuBaTh B IIEJIOM IMOJYYCHHYHO KJIETKY -
3UTOTYy, TO OHa UMEeeT MOJIU(PUIIMPOBAHHBIA '€HOM, COAEPKAIIINI T€HOM YeJIOBEKa.
[Ipy oSTOM COTJIaCHO  OMUCAaHUIO HW300pPETeHHS  pEJaKTUPOBAHUE  TeHa
OCYILIECTBIISIETCS HAa caMOMl paHHEH cTaauu SMOpPHUOHAIBLHOTO pa3BUTHS, 0€3
yYKa3aHHsT KOHKpPETHOM craauv. To ecTh, MPEIJIOKEHHOE 3asBUTENIEM
pEeIaKTUPOBAaHUE OXBATHIBACT BCE PAaHHUE CTAUHA SMOPHUOHATILHOTO Pa3BUTHS.

YuuTeiBas, 4YTO MPEIJIOKEHHBIM Ccrnocod OCHOBaH Ha PEKOHCTPYKIIUU
nocienoBareabHocTH TeHa (GJB2 denmoBeka, TO BHOCHMBIE W3MEHEHUS OyayT

COXpaHATbCA B TCHOMC KaK Ha Ooiee MMO3JHUX CTAOUAX PA3BUTUA 3M6pI/IOHa, TaK U



B T€HOME B3POCJION YEJIOBEYECKOW OCOOM C COOTBETCTBYIOUIMMH T'€HETUUYECKUMU
M3MEHEHUSMHU, YTO OJHO3HAYHO MPHUBOJHUT K W3MECHEHHIO/MOAU(PUKAINK TeHOMA
YEJI0BEKA U MOSIBJIEHUIO «HOBOTO OPraHU3May.

[Ipy 3TOM U3BECTHO, YTO 3apoAblll (MM 3MOPUOH) y 4YEJIOBEKAa WIH
KUBOTHBIX — 3TO OpPraHU3M Ha paHHUX cTaausx pa3Butus (cM. CoBeTCKUi
OHuuknoneauueckui  cimoapb. A.M. IlpoxopoB. Mzn. 4, M., «Coerckasa
OHuuknoneaus», 1987), a KINeTku 3apoJpllIeBOM JIMHUH -3TO KJIETKH, U3 KOTOPBIX
B pe3yJbTaTe Meilo3a o0pa3yroTcsi TaMeThl: Yy CaMOK-3TO OOLMUTHI, Yy CaMIIOB-
CIIEPMATOLUTHI (CM. AHTJIO-PYCCKHI TOJIKOBBIN CIIOBaph T€HETUYECKUX TEPMUHOB.
ApedneB B.A. u 1p., Mocksa, BHUPO, 1995).

To ectb ag W3MEHEHUs TeHOMa 4YelioBeKa M TOJIyYeHHs AMOpUOHA C
HEO0OXOAMMBIMH Ka4eCTBAMHU/CBOMCTBAMU HCIIOJIb3YIOTCSl KIETKH, (hopMuUpyromue
3apOJBILIEBYIO JINHUIO.

Takum 00pa3om, 3asiBICHHBIA CIOCOO OCHOBAH Ha JCHCTBHUSAX C KJIETKaAMU
3apOJIBIIIEBON JIMHUH, COJIEPKAITUMUA MOIU(DUITMPOBAHHBINA T€HOM, BKIIFOUAOITUN
OCHOBHYK) 4YacTh T'€HOMa YEJIOBEKAa, a HMMEHHO, Ha JCUCTBUU C KIIETKOW,
SIBJISIIOLICHUCS POJIOHAYAIBHUIIEH 3apOJBIIIEBON JIMHUU, KOTOpas BIOCJIEICTBUU
Oyner coaepkaTh MOAUGMUIIMPOBAHHBIM T'€HOM, SIBJISIFOIIUNCS COCTaBHOM YacThIO
F€HOMa 4Y€eJIOBEKA.

Ha ocHoBaHuMM JEWUCTBYIOIIETO 3aKOHOJATENBCTBA, TAKOE PEIIEHUE HE
MOKET OBITh MIPU3HAHO OOBEKTOM MATEHTHBIX MPaB, MOCKOJIBKY B COOTBETCTBUU C
nyHkToM 4 cratbu 1349 Kogekca He MOryT ObITh 00BEKTaMHU MATEHTHBIX MPaB, B
TOM 4YHCJe, CIOCOOBl MOJIU(PUKAIMU TEHETUYECKOM IEJOCTHOCTH KJIETOK
3apOIBIIICBOM JIMHUH YEIIOBEKA.

B BO3pakeHHM 3asBUTENIb OTMEYAET, YTO MpeajiaraeéMoe M300peTeHHUE He
SABJISICTCSL  CITOCOOOM  MOAMGUKAIMK TEHETHYECKOM  IIEIOCTHOCTH  KJIETOK
3apOABIIIEBON JIMHUU YEJIOBEKA B CBSI3U C T€M, YTO SMOPHOH YEJIOBEKA JI0 CTaIUN
racTpyJibl (14 nHei) HE COACPKUT KIIETOK 3apOJbIIIEBON JIMHUM, B TO BpeMs Kak
moauduxamms JHK no mnpennmaraeMomy crnocoOy NpOUCXOAUT HaA CTaauu

€IMHCTBEHHOM KJIETKM (3UTOTHI) ellle 0 Havasia nporecca aApodieHus (1-e cyTkn)



U, TaKUM 00pa3oM, HE MOXKET 3aTparuBaTh KJIETKU 3apOAbIIICBON JTUHUHN YETIOBEKa
(KOTOpBIX HA JAHHOM 3Talle Pa3BUTHS HE CYIIECTBYET).

Opnako, penaktupoBaHue (MoauuKalMs) reHa Ja)xe Ha caMoil paHHeEH
cragu (1 cyTtkm) pasButhd Oyaylmiero IMOTOMCTBA, a HMEHHO «HA CTaguu
€IMHCTBEHHOM KJIETKH 3UTOThD», 0€3yCI0BHO, OBJIEYET 3a COOOM B IOCIEAYIOLIEM
MOJIM(UIMPOBAHHOE H3MEHEHHWE KaK 3apOJbIIIEBOM JIMHUU 4YeJlIOBEKa, TaKk U
MOJIy4YEHHOTO MOTOMCTBA. JTO TAKXE MOATBEPKAAECTCS ONMCAHUEM 3asIBKH, TJIE
TOBOPUTCA O TOM, YTO «IIPEACTABICHHBIE JAHHBIC IOATBEPKIAIOT CO3/1aHHE
BO3MO>KHOCTH HCIIPABJICHHMSI y4acTKa T€HOMa 4YeJloBeKa pasMmepoM MmeHee 120
HYKJIEOTHI0B, Hecylero myrtanuio ¢.del35G B rene GJB2 yenoBeka, Ha BapuaHT
reHoOMa 3/I0pOBOTO 4YeJioBeKa (BapuaHT pe(EepeHCHOro TeHOMa YENOBEKa) ¢
cunonumuuHoi 3ameHoit C.G30C B rene GJB2 B panHeM »MOpHOHE YeIOBEKay, a
TaK)X€ O TOM, YTO «IIOABEPIIINECS PEIAKTUPOBAHUIO OIJIOJOTBOPEHHBIE OOLIUTHI
YeJloBeKa, U Pa3BUBAIOUIMECS U3 HUX AMOPHOHBI HEINb3sl KYJbTUBUPOBATH Jajiee
cTaguu O0J1aCTOLIUCTEI.

To ectb, momy4yaeMblii HOBBI SMOPHOH (OpPraHM3M) Ha BCEX CTAAUSIX €ro
pa3BuUTHs OyAeT SBISATHCA HOBBIM, T'€HETHUYECKH MOJAM(PUIMPOBAHHBIM, YErO
HEBO3MOKHO JOCTHYb 0€3 y4yacTHsl KJIETOK 3apOJbIIIEBON JIMHUMU ISl TIOSIBICHUS
NOTOMCTBAa ITPU KOHCTPYHPOBAHUU I'e€HA JaXe HAa CAMOM paHHEH CTauu pa3BUTHS
OpraHu3Ma.

Takum 00pazoMm, B BO3paXEHUH HE COJEP>KUTCS JTOBOJIOB, MO3BOJIAIOIINX
NpU3HATh HEMPAaBOMEPHOCTh BBIHECEHHOTo PocmareHToM pemieHusi o0 OTKa3e B
BbIJaue MaTeHTa Ha n3o0perenue (cM. myHKT 4 cratbu 1349 Konekca).

VYuuThiBas BBILICH3I0KEHHOE, KOJUIETHS IMPHUIUIA K BBIBOAY O HaJU4HH
OCHOBAaHUU JUIs PUHATHS POCIIAaTEHTOM CIIEAYIOIIEro PELICHHUS:

O0TKAa3aThb B Y/JOBJIETBOPEHUM BoO3paxkeHusi, mnocrynusmero 28.07.2023,

pemienue PocnatenTa ot 20.02.2023 ocTaBUTH B CHJIE.



