IIpencenarento AUCCEPTAMOHHOIO COBETA

24.1.218.01, co3manHoro Ha Gaze YOUI]
PAH, 1.6.H., npod. XycHytaunosoi J.K. ot
3aMECTUTEN  JUPEKTOpa MO  HAy4HO-
KJIMHAYECKOM  paboTe U 3aBeayroluei

nabopaTopueit T€HETUYECKOU
SIUAEMHUOJIOTUU ®enepanpHOTO
rOCYIapCTBEHHOIO OIOKETHOTO HAYYHOI'O
YUpEXKICHUS «Menuko-reHeTu4YecKuit

Hay4HBIM LEHTp HMeHM akagemuka H.IL.
boukosa», UneH-koppecnonmenra PAH,
npodeccopa, I.M.H., 3HHYEHKO PeHbI
Abynbda3oBHEI

O coryiacuu ONMoOHeHTA MO AHCCEePTAIIHH

3asaBJieHHEe

Bblpakato cBOe coriacue BBICTYIUTh OIIOHEHTOM IO JMCCEPTalHH
3apunoBoii Anuu PamuneBusl Ha Temy «[ eHeTHMueckas apXUTEKTypa
HE3aBEPIICHHOT'O OCTEOreHE3a», MPEICTaBIeHHONH Ha COMCKAHHWE YUYEHOW CTeleHH
KaHauaara OHOJIOTHYECKUX HAYK 110 HAay4YHOH CHenualbHOCTH 1.5.7 — reHeTHKa
(buonmormyeckue HayKH).

Cornacna Ha 00palOTKy MOUX [EPCOHANBHBIX MJAHHBIX, pa3MeLlEHHE

NEPCOHANBHBIX JAHHBIX U MOETO OT3hIBa Ha AuccepTaluio Ha caiite YOUL] PAH u

B eIMHON MHpOopMannoHHo# cucteme (OUC T'HA).
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CBEJIEHMA

00 ONIOHEHTE 10 AUCCEPTALMU 3apUIIOBON ANUK PaMusieBHbI
«I'eneTuyeckas apXUTEKTypa HE3aBEPIIEHHOTO OCTEOTCHE3a»

1. 3unuenko Pena AGyinda3oss;

2. Tox poxnenns: 1963, rpaxxganctBo: Poceniickas ®eneparus;

3. Iloutosslii agpec: 115522, Mocksa, yi1. MockBopeuse, 1. 1; TenedoH:

+7 (499) 324-12-24, agpec 371€KTPOHHO MOYTHI: renazinchenko@mail.ru,

4. Mecto OCHOBHOM PaGOTHI, NOJDKHOCTH: 3aMeCTHTENb JUPEKTOpa IO Hay4YHO-
KIIMHUYECKOU pabote, 3aBemyromas aboparopueii (JlaGopaTopus reHeTHdyeckoit
SNUIEMHOJIOTUK), 3aBelyiomas Kadenpoir OpraHuzanvd —31paBOOXPaHEHHS,
OOILECTBEHHOrO 3/I0POBbs M MEIMKO-I€HETHYECKOr0 MOHUTOPHHTA, BPAd-TeHETHK
®eiepaibHOrO roCy1apCTBEHHOTO GFOKETHOTO HAYYHOTO yupesxaeHns «Meauko-
IFeHeTUYECKHM Hay4YHbIN LeHTp uMeHn akaneMmuka H.IT. Boukosay

5. Yd4eHas creneHb: NOKTOp MEIHIMHCKHX HayK Mo creruamsoctd 03.02.07 —
reHEeTHKa,

6. Yaenoe 3Banue: Unen-koppecnonnent PAH, npodeccop;

7. OcHOBHbIE PabOTHI, OIyOIMKOBAHHbIE B PELH3UPYEMBIX HAYIHBIX XKypHajax 3a

nocieaHue S et (He 6omee 15):

No Hazeanue cmamou Buvixoonwie oannwvie
Kypuan, 200, nomep, cmp.

Evaluation of orphan diseases global European Journal of
burden // E. V. Makarova, I. S. Krysanov, | Translational Myology. —
1 T. P. Vasilyeva, M.D. Vasiliev, R.A. 2021.-Vol.31.-No 2. -P.
Zinchenko 9610.
DOI

10.4081/EJTM.2021.9610.
Epidemiology of Rare Hereditary Diseases | Frontiers in Genetics. — 2021. —
in the European Part of Russia: Point and | Vol. 12. — No FEB. — P.
Cumulative Prevalence // R. A. Zinchenko, | 678957. — DOI

2 | E. K. Ginter, A. V. Marakhonov, N.V. 10.3389/fgene.2021.678957.
Petrova, V.V. Kadyshev, A.V. Polyakov,
S.I. Kutsev, T.P. Vasilyeva, O.U.
Alexandrova




Genetic variant c¢.245a>g (p.asn82ser) in
gipc3 gene is a frequent cause of
hereditary nonsyndromic sensorineural
hearing loss in chuvash population / N. V.,
Petrova, A. V. Marakhonov, N. V.
Balinova, S.I. Kutsev, R.A. Zinchenko,
A.V. Abrukova, F.A. Konovalov

Genes. —2021. - Vol. 12. — No
6. —P. 820. - DOI
10.3390/genes12060820.

Health characteristics of patients with
cystic fibrosis whose genotype includes a
variant of the nucleotide sequence c.3140-
16t>a and functional analysis of this
variant / E. Kondratyeva, T. Bukharova,
A. Efremova, Y. Melyanovskaya, N.
Bulatenko, Davydenko K., Filatova A.,
Skoblov M., Krasovsky S., Petrova N.,
Polyakov A., Adyan T., Amelina E.,
Zhekaite E., Zodbinova A., Chernyak A.,
Zinchenko R., Kutsev S., Goldshtein D.,
Shadrina V.

Genes. —2021. —Vol. 12. —=No
6.—P. 837. - DOI
10.3390/genes12060837.

K Bompocy o cBoeBpeMeHHOM
IIPUMEHEHUH METOJIOB
BBICOKOIIPOU3BOIUTEILHOTO
CEeKBEHHPOBAHUS B
oTaneMoreHeTHUECKOM mpakTHke / A. B.
MapaxoHos, T. A. Bacuibesa, U. A.
Mmumnna, C.A. Pemuna, C.A.
Iapudynnuna, O.A. lllaruna, H.H.
Baccepman, C.1. Kyues, B.B. Kanprmes,
P.A. 3un4eHnxo.

MenunuHackas reHeTHKA. —
2020.-T. 19.— Ne 8(217). - C.
31-32. = DOI 10.25557/2073-
7998.2020.08.31-32.

HeobxomuMocTh nprMeHeHus MeToI0B
BBICOKOIIPOU3BOUTEILHOTO
CEKBEHHPOBAHUS B TUATHOCTHUKE
HaCIIe/ICTBEHHBIX 3a00JI€BaHUT HEPBHO-
MBIIEeYHOU cuctemsl / C. A.
lapudynnuna, A. B. Mapaxonos, C. U.
Kyues, P. A. 3unuenxo

Menununckas reHeTuka. —
2020. -T. 19. — Ne 4(213). - C.
53-54. —DOI 10.25557/2073-
7998.2020.04.53-54.

Ilerpuna, H. E. Onucanue peakoro cityvas
HaCJIeICTBEHHOMN TYTOYXOCTH ¢ X-
CLICTUICHHBIM PEIECCUBHBIM THUIIOM
HacCJIeJOBaHUs, aCCOLUUPOBAHHON C TEHOM
POU3F4 / H. E. Iletpuna, A. B.
MapaxoHos, P. A. 3unuenxo

BectHuxk
OTOPHHOIAPUHIOJIOTHH. —
2020.—-T.85.—Ne 4. - C. 65-
69. — DOI
10.17116/0torino20208504165.

PacnpoctpanenHOCTS U BOnpocH!
AUArHOCTUKK PeAKHX (Op(haHHbIX)
3a00JIeBaHMIT Cpe/t IETCKOTO HACENeHH s

Henuatpus. XKypuan um. I".H.
Crnepanckoro. — 2020. - T. 99.
—Ne 4. - C. 229-237. - DOI




Poccutickoit @eneparuu / T. I1.
BacunreBa, P. A. 3unuenko, U. A.
Komapos, E.}O. Kpacunsaukosa, O.10.
Anekcannposa, O.E. Konosanos, Kyues
C.I.

10.24110/0031-403X-2020-99-
4-229-237.

HHB&J’IHI{HOCTB H JICTAJIbHOCTD IIpHU PEAKHX

(opthanHbIX) 3a00/IEBAHUSAX CPENU
JETCKOT'O HaCEJICHU Poccuiickoi

[Teaunatpus. XKypnan um. I'.H.
Cnepanckoro. — 2020. - T. 99.
—Ne 3. -C. 271-278. — DOI

9 | ®enepanuu / P. A. 3unuenxo, T. I 10.24110/0031-403X-2020-99-
Bacunbesa, O. E. Konosanos, 1. A. 3-271-278.
Komapos, E.IO. Kpacunsaukosa, O.1O.
Anexcannpona, C.1. Kynes
[TonmMop(HU3MBI TEHOB, CBSI3aHHBIX C MenunuHCKasi TeHEeTUKA. —
peMoIeTupOBaHUEM COEIMHUTEIIbHOU 2021. —T. 20. — Ne 5(226). — C.
TKaHU KaK MapKepbl JOKIMHUYECKOU 26-33. - DOI 10.25557/2073-
TUArHOCTUKH TIEPBUYHON 7998.2021.05.26-33.
OTKPBITOYTOJIBHOH TJIayKOMEBI y IMAITUEHTOB

10 | c HacenCcTBEHHOH

npenpacmoyioxkeHHocThio / M. O.
Kupumnona, A. H. Xypasnesa, A. B.
Mapaxonos, H.B. Ilerposa, H.B.
banunoBa, P.A. 3unuenko,3, B.B.
Kanpimien

3aMecTUTeNb JUPEKTOpa 10 HayYHO-KIMHUYECKOM
paboTe u 3aBeayrolIas JabopaTopuent
TeHEeTUYECKOU SITUASMHOJIOTHH

denepanbHOro rocyJapCTBEHHOTO OIOKETHOIO

HAY4YHOTO yupexaeHus «MenuKo-reHeTH4eCKUi

Hay4YHbIU LHeHTp uMeHU akagemuka H.I1. boukosay,
Unen-koppecnonnient PAH, npodeccop, 1.M.H.,

3uH4eHKO Penbl AGynb(ha30BHEI
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