B nuccepranmonssiit coset I171C 0300.004
(henepaibHOE rOCyJapCTBEHHOE aBTOHOMHOE 00pa30BaTEIbHOE YUPEKICHUE
BBICIIIET0 00pa3oBaHus «POCCHICKHI YHUBEPCUTET APYkKObI HapoaoB uMeHH Ilatpuca JlymymOb»

CBEJEHMNS Ob O®UIINAJIBHBIX OIIIIOHEHTAX
o auccepranuu TropuHa AHTOHa BukTopoBnua « KIIMHUKO-T€HETUYECKOE HCCIIEIOBAHNE MOHOTEHHBIX 1 MHOTO()aKTOPHBIX
3a00JICBaHN COCTMHUTEILHON TKaHMY, 3.1.18. BHyTpennue 6omne3nu, 1.5.7. ['eneTuka

CrneunansHoCTs, OcHoOBHbIE pa0OTHI B PELIEH3HPYEMbIX HAYYHBIX H3JaHHAX 32
Damunus, Ums, T'on OCHOBHOE MECTO YyeHast cTerens, 10 KOTOPO¥ ObLIa HOCIIETHHE 5 JIET IO MPODHITIO
OTtuecTBO POXIeHUA paboTEl, OHKHOCTD 3BaHHEC 3amyAnCHa ONITIOHUPYEMOH AHCCEPTALUU
Auccepranns
2 3 4 5 6 7

3uH4YeHKo PeHa i ®enepanpHOE JIOKTOP L3:T 1. Vasilyeva, T.A.; Sukhanova, N.V.; Marakhonov,
A6yn1>(1)a3OBHa roCyIapCTBEHHOE MEIUITHHCKHUX (renetnka) A.V.; Kuzina, N._Y.; Shilova, N.V.; Kadyshev, V.V_;
Or0mKeTHOE HayK, Kutsev, S.I; Zinchenko, R.A. Co-Occurrence of
Hay4yHOE npodeccop, Congenital Aniridia Due to Nonsense PAX6 Variant
yUpeXJICHHE YJIeH- p-(Cys94*) and Chromosome 21 Trisomy in the Same

«Menuko- KOPPECTIOHIEHT Patient. Int. J. Mol. Sci. 2023, 24, 15527.
TeHETHYCCKUH PAH 2. Vasilyeva, T.A.; Marakhonov, A.V.; Tebieva, L.S.;

HayYHBINA LIEHTP
MMEHH aKaJieMHKa
H.I1. boukoBay,

Kadyshev, V.V.; Borovikov, A.O.; Markova, Z.G;
Chukhrova, A.L.; Ginter, E.K.; Kutsev, S.1.; Zinchenko,
R.A. Genetic Heterogeneity of X-Linked Ichthyosis in

3aMECTUTEIb the Republic of North Ossetia—Alania, Case Series
JTUPEKTOpa IO Report. Int. J. Mol. Sci. 2023, 24, 4515.
Hay4yHO- 3. Vasilyeva, T.A.; Marakhonov, A.V.; Voskresenskaya,
KJIHHHYECKOH A.A.; Kadyshev, V.V_; Sukhanova, N.V.; Minzhenkova,
pabote M.E.; Shilova, N.V.; Latyshova, A.A.; Ginter, EK.;

Kutsev, S.I; et al. Epidemiology of PAX6 Gene
Pathogenic Variants and Expected Prevalence of PAX6-
Associated Congenital Aniridia across the Russian
Federation: A Nationwide Study. Genes 2023, 14,
2041 .https://doi.org/10.3390/genes14112041

4. Petrova, N.V., Kashirskaya, N.Y., Vasilyeva, T.A. et
al. High frequency of complex CFTR alleles associated
with ¢.1521 1523delCTT (F508del) in Russian cystic




fibrosis patients. BMC Genomics 23, 252 (2022).
https://doi.org/10.1186/s12864-022-08466-z

5. Savostyanov KV, Pushkov AA, Shchagina OA,
Maltseva VV, Suleymanov EA, Zhanin IS, Mazanova
NN, Fisenko AP, Mishakova PS, Polyakov AV,
Balanovska EV, Zinchenko RA and Tsygin AN (2022)
Genetic Landscape of Nephropathic Cystinosis in
Russian Children. Front. Genet. 13:863157. doi:
10.3389/fgene.2022.863157

6. Marakhonov AV, Pfechova M, Konovalov FA, et al.
Mutation in PHACTRI1 associated with multifocal
epilepsy with infantile spasms and hypsarrhythmia.
Clinical Genetics. 2021; 99: 673-683.
https://doi.org/10.1111/cge.13926

P Heob6xonumocTs IIPUMEHEHHS METO10B
BBICOKOITPOU3BOIUTENILHOTO CEKBEHHPOBAHHUS B
ANArHOCTUKE HACJICCTBEHHBIX 3a00JIeBaHMH HEPBHO-
MprmieyHon cucremsl / C. A. Tapudynimaa, A. B.
Mapaxonos, C. W. Kyues, P. A. 3unuenxo //
Menuuunckas reneruka. — 2020. — T. 19, Ne 4(213). —
C. 53-54. - DOI 10.25557/2073-7998.2020.04.53-54.

8. 3umuenko, P. A. OcolGeHHocTH pa3sHOOGpasus
HACJIEICTBCHHBIX OOJIC3HEH B Pa3sIMYHBIX PErHOHAX H
IOIMITHUYECKUX monysinusax Poccuiickoit @enepannn
/ P. A. 3unuenxo, E. K. I'mutep, C. M. Kyues //
Menunnunckas renernka. — 2020. — T. 19, Ne 7(216). —
C. 13-14. - DOI 10.25557/2073-7998.2020.07.13-14.

9. l'ankuna, B. A. Bepu¢ukanus cuHIpoMa ¢ BBICOKOM
CTETICHBIO TEHETUYECKOMH TETEPOT€HHOCTH u
KIMHHYeCKoro nomumopdusma / B. A. Tankuna, O. JI.
Muponosny, P. A. 3undyenko // Menununckas
reHeruka. — 2020. — T. 19, Ne 8(217). — C. 74-75. — DOI
10.25557/2073-7998.2020.08.74-75.

10. JluHamMpKa reHETHYECKOro Irpy3a OOLIECTBEHHOIO
3/I0POBbSl  HM3-33 BPOXKIEHHBIX AHOMAJHH pPa3BUTHS,
AedopMaLuii 1 XPOMOCOMHBIX HAapyIIEHHH B CyGBeKTax
Poccuiickoit @enepaunn 3a 2013-2019 rr / A. P.




Manaxosa, T. I1. Bacunsera, O. 1O. Arnexcannposa, P.
A. 3unuenxo // Bromnerens Haunmonamnroro Hay4YHO-
HCCIE€N0BAaTEeNLCKOTO  HMHCTUTYTa  OOLIECTBEHHOTO
3aoposbsa uMeHH H.A. Cemamiko. — 2021. — Ne 1. — C.
16-23. ~ DOI 10.25742/NRIPH.2021.01.002.

11.  Pasnoofpasue MOHOTEHHBIX HACTEICTBEHHBIX
Gonesned cpemu  pycckoro  Hacemenmus  Boiro-
Ypanbckoro pernona / P. A. 3unvenxo, E. K. I’ HHTEP,
B. B. Kagpines [u 1p.] / I'eneruxa. — 2021. ~ T. 57, Ne
I1. - C. 1339-1342. - DOI
10.31857/50016675821110163.

Cornacna na 06paGoOTKy ITEPCOHANBHBIX JAHHBIX.
75 weappea 202 ¢

OpunuanbHbIA ONNOHEHT

3aMeCTUTENb JUPEKTOPA 10 HAYYHO-KITHHHYECKO pabore,
3aBeayloLas 1abopaTopue reHeTHYCCKOM AN AEMHOTIOTUH,
3asenyromas kadenpoi Opranusanny 34paBoOXpaHEHHA,
OOIIECTBEHHOTO 3/I0POBbs H MEIUKO-T'€HETHYECKOTO MOHHTOpHHIA
OI'BHY «Mennko-reHeTHuYecKuii HAYYHbIN HEHTP

MMeHM akagemuka H.I1. Boukoga»

J.M.H., npodeccop, wien-koppecnonnent PAH,

3acnyxeHHBIH esTens Hayku Poccuiickoit Denepanun

3unyenko Pena A6ymg§§ "




	8dc2d010751f336c14f840a86d54d46845e809f90ad133e077400cf512ebb559.pdf
	aa9970f0e44b72cfae6d2c4ecdd735e68633aa4e7b30d2b2c44ea8d9645471dc.pdf

