O6J1ikoBa KapTKa [IiP

I. 3arasibHi BimOMOCTI

Jep>kaBHUH 00J1iIKOBHI HOMeP: 0225U004875

Jep>kaBHUH peecTpauiliHUI HOMeEP: 0121U110054

Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peectpaunii: 22-12-2025

II. Etran BukoHnauus JiP
Homep eramy: 2

Ha3sBa eramny: Anana3 renoMHux peopranisariit Turry CNV B rpymni nargientis 3 [IPJIC B IKMX BUSIBJIEHI XDOMOCMHI
abepalii, a TaKOX y NAL[iE€HTIB B IKUX 32 POe3yJIbTaTaMM NONEPAHIX JOCiIKeHb He OyJIO BUSBJIEHO IaTOT€HHI

myTauii. bioiH(opMaliiiHuil aHasIi3 TaTOreHHOCTi BUSIBJIEHUX NIEPEOYI0B TEHOMY.
IToyaTok eramy: 01.2022
3aKkiH4Y€eHHs eTamy: 12.2022

Bup, 3BiTHOr0 JOKYMEHTA: [IpoMiXHMIA 3BiT

I11. BinomocTi npo BukoHaBus JIiP

IloBHe HaliMeHYBaHHS IOpUAUYHOI 0co0H (260 ITIB ¢izuyHOi 0c00H): IHCTUTYT MOSIEKYIAPHOI

6iosorii i renetTuku HanjjoHanbHOI akageMii Hayk Ykpainu

Kopg 3a €IPIIOY: 05417101

Micue3HaxoaKeHHS: ByJI. AKaziemika 3a6osioTHOTO, 6y1I. 150, M. KuiB, KuiBceka 06:1., 03143, Ykpaina
dopma ByracHOCTI:

Cdepa ynpaBiiHHS: HaujonanbHa akazemis HayK YKpainu

InenTudikarop ROR: He zacrocosyerscs

Poamip opranisanii:

Tene(bou: 380442000356, 380445261169

IV. BizomocrTi npo cniBBUKOHaBLiB JIiP



V. BimomocrTi npo 3amoBHHKa [IiP

IloBHe HaliMeHyBaHHS IOPHAHYHOI 0coou (a6o ITIB PpizuuHO0i 0c06H): HaujoHanbHa akasemis Hayk

Ykpainu

Kopg 3a €EIPIIOY: 00019270

Micue3HaxoaKeHHS: ByJI. Bononumupceka, 6ya. 54, M. Kuis, Kuiscbka 06:1., 01030, Yrpaina
dopma BaacHOCTI:

Cdepa ynpaBiiHHS: [Ipesuais HauioHanbHoi akagemii Hayk YKpainu

ImenTudikarop ROR: He zacrocoyerbcs

Poamip opranisanii:

Tenedon: 380442350981

VI. I>kepeJia, HanpsiMHu Ta oocsiru pinaHcyBaHHs JIiP

IlincraBa ojist npoBeaeHHs [iP: 34 - norosip (3aMOBJIEHHS) 3 IEHTPaTbHUM OPraHOM BUKOHABYOI BIajy,

akazemielo HaykK (TOJIOBHUMM PO3NOPSIHUKAMU OI0pKETHUX KOWITIB Ha TposefeHHs HIIJIKP)

Hampsam (l)iHchyBaHHﬂ: 2.1 - pyHIaMeHTabHI JOCIIIPKEHHS
I>kepesia piHaHCYBaHHS

7713 - KOWTH ep>KO0I0A KeTy

Kopg, nporpamuoi kinacudikanii BupaTkis i KpegurysaHHs (KITKBK): 6541030

dakTuuHHi 06car ¢piHaHCYBaHHS (THC. IPH.): 795.981




VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

MosneKynspHO-T€HETUYHI MEXaHI3MU ITIOPYLIEHb CTATEBOTO PO3BUTKY JIIOIVMHU

Ha3sBa po6oTH aHIJIilICbKOIO:

Molecular-genetic mechanisms of human disorders of sexual development

PedepaT ykpaiHCbKOIO:

PesynbTatu. B X041 MpoBeAEHOrO JOCTiIKEHHS 6YJI0 BUSHAYEHO IPUPOAY Ta MOXOIKEHHS HOBUX T€HETUYHUX
BapiaHTiB (MyTallill) y BilOMUX reHax-AeTepMiHaTOpax, IO IPU3BOLIATh 4O NOPYLIEHHS PO3BUTKY Ta AudepeHLianii
CTaTeBUX OPraHiB. 3rifHO IJ1aHy, 6yJI0 [IPOBELIEHO KJIiHiKO-TeHiasoriyHnit aHasi3 ceper, NalieHTiB 3 IPOPYIIEHHSIM
PO3BUTKY i AedepeHuialii cTaTi 3 pi3HUX perioHiB YKpaiHy, BKIIOYEHHUX B JOCJIIPKEHHS 3TilHO iHPOPMOBAHO] 3rofiu.
Y nauieHTiB Ta ujeHiB iXHix pouH (6aTbKiB Ta, 32 HASIBHOCTI, iHIMKX POANYiB) 6YJI0 OTPMMAHO 3pa3Ku nepedepiiiHoi
KPOBi Ta TPOBIEHO BUIiJIEHHS Ta ounieHHs nmpenapatiB reHomHoi [JHK ta, 3a HeobxigHocTi, MPHK 3 mopmanbmmm
cuHre3oM KJJTHK. B nopasneioMy npoBoiAId MOJIEKYJISPHO-LIUTOT€HETUYHMI aHasli3 NalieHTiB. Y nalieHTis 6e3
XPOMOCOMHUX abepaliili Ta MyTallill B TeHaX, 110 BXOASTh A0 crenudivHoi naHesi reHeTUYHUX YMHHYKIB [IOPYIIeHb
po3BuTKy crarti (AR, SRY, NR5AL, DMRT1) a TakoXX y 6aTbKiB Nalli€eHTiB, IPOBOAUIOCh IOBHOEK30MHE CEKBEHYBAHHSL.
Basizanio aHOTOBaHUX MYTaHTHUX BapPiaHTiB, BUSBJIEHUX IIPU [TIOBHOEK30MHOMY CEKBEHYBaHHi, TPOBOIUIIN
METOJIOM CeKBeHYBaHHs 3a CeHrepoM. InenTudikosano HoBul reH-Kanaugat STARDS(DLC3), myTauii B SKoMy
CIIPUYMHIOIOTh TIOPYIIEHHS FOHaAoreHe3sy. JJoBeneHo, o MyTallii, sSiIKi TopymyoTh QyHKIiOHYBaHHS C-KiHIIEBOTO
Start nomeHy, KOJIOBaHOTO 6ijika, IPU3BOIATH 0 MOPYLIEHb TECTUKYJISIPHOTO PO3BUTKY B eMOpioreHesi.

3anponoHOBAHO BKIIIOYUTY JIAHWI TeH JI0 CIIeliai30BaHoi AiarHOCTUYHOI MaHeJli FeHiB.

Pedepar aHIJ1iHCBKOIO:

Results. During the study, the nature and origin of new genetic variants (mutations) in known determinant genes
leading to impaired development and differentiation of the genital organs were determined. According to the plan,
a clinical and genealogical analysis was conducted among patients with impaired development and differentiation
of the sexes from different regions of Ukraine, included in the study according to informed consent. Peripheral
blood samples were obtained from patients and their family members (parents and, if available, other relatives) and
genomic DNA preparations and, if necessary, mRNA were isolated and purified with subsequent cDNA synthesis.
Subsequently, molecular cytogenetic analysis of patients was performed. In patients without chromosomal
aberrations and mutations in genes included in the specific panel of genetic factors of disorders of sex
development (AR, SRY, NR5A1, DMRT1), as well as in the parents of patients, whole-exome sequencing was
performed. Validation of annotated mutant variants identified by whole-exome sequencing was performed by
Sanger sequencing. A new candidate gene, STARD8(DLC3), was identified, mutations in which cause disorders of
gonadogenesis. It was proven that mutations that disrupt the functioning of the C-terminal Start domain, encoded
by the protein, lead to disorders of testicular development in embryogenesis. It is proposed to include this gene in
a specialized diagnostic panel of genes.

Inpexc YIK: 577.21, 575.1, 575.1/.2:599.9, 575.224.232:616, 57.575, 57.577
Koau reMmaTHYHHX py6an: 34.15.25, 34.23.15, 34.23.39, 34.23.51
KepiBHuKH po60oTH

BiacHe IIpizBuie Im'sa I10-6aTbKOBI: JliBumuip Jiogmuna ABpamisHa
HaykoBH# CTYIiHBb: 1.6.H.

BuyeHe 3BaHHSI: nmpodecop



InenTudikarop ORCID ID:

JoparkoBa iHdpopmamnist:

VIII. HaykoBa (HayKoBO-TexHiYyHa) npoayKuis (HTII)

Haszsa HTTI yKpaiHCBKOIO: [[aHi 1po IPUPOZAY, IOXOPKEHHS Ta MEXaHI3MU 3a/ly4eHHS 10 IaToreHesy 46XY

SRY+ oBorecric popmu gucreHesii roHap,

Ha3zpa HTII aHri#icbKO0: Data on the nature, origin and mechanism of involvement in the pathogenesis of
the 46 XY SRY+ ovotestis form of gonadal dysgenesis

HTII, sixy nepen6a4asiocss CTBOPHUTH: CTBOPEHO

Ipuyunu, yepes siki HTII we 0yJi0 cTBOpeHo:

OTpuMaHi pe3yJIbTaTH: MeTozy, Teopii, rinoresn

FaJ'IyBB 3aCTOCYBaHHSI: GioJoris Ta 6ioxiMisg, MeauuyHa, TexXHOJ0rii MEMYHOI 1iarHOCTUKY Ta JIIKyBaHHSI.
PeecTpaiifiHuii HOMep KapTKH T€XHOJIOT1i:

Omnuc HTII: Orpumano Ta ony6sikoBaHo aHi npo HOBMi1 reH-KaHauaaT STARD8(DLC3), myrauiii B skoMmy
CIIPMYMHIOIOTH [IOPYIIEHHS roHaforeHesy. JJoBefieHo, o MyTalii, sKi nopymyoTs GyHKIioHyBaHHS C-KiHII€BOTrO
Start foOMeHyY, KOJOBAHOrO 6ijlKa, IPU3BOIATE 40 NOPYIIEHb TECTUKYJISIPHOTO PO3BUTKY B eMOpioreHesi.

3anponoHOBAHO BKJIIOYUTHU IAHUIA TeH 10 CIeliali30BaHoi AiarHOCTUYHOI TaHeli TeHiB.

ConiannbHO-eKOHOMIYHA crpsiMmoBaHicTh HTII: Toninmenns SkocTi XUTTA Ta 370POB' HACENIEHHS,

e(EeKTUBHOCTI AiarHOCTUKY Ta JIiKyBaHHS XBOPUX
BnyiuB HTII Ha moBKiJjisa:

BnposapaskeHHst HTII: Iume (ITonynspusauis pe3ynpratiB JOCTIKEHb Ha TPOQITbHUX MEUYHUX HAYKOBUX

KOH(QepeHLisX.)

ITpakTnyHa peasnisanis HTII
IToyaTok eramy:
3akiHYeHHs eTamy:

Crnio>KkuBavi NPOAYKILii:

IlepcneKTHBHI PUHKHU:

XapakTep cniBpOOiTHHIITBA 3 iHBECTOPOM
IloTpiOHM 00GCAT iHBECTHILiM, THC. TPH.:
IIpaBa, 10 HaAAIOTHCS iHBECTOPY MiCJIsA 3aBEPLIEHHs POOOTH:
HasaBHicTb Oi3Hec-IJIaHY:
TexHiKO-€eKOHOMiYHe OOrpyHTYBaHHSI:
IloTeH1iaILHUE 0OCAT IIPOJASKY, THC. TPH..
OuiKkyBaHHI TepMiH OKYNHOCTI (POKiB):

HoparkoBa iHdopmauist:



IX. Bi6sriorpadiuHuii onuc

L.V. Popovych, A.V. Shatillo, N.B. Zelinska, L.V. Tavokina, O.V. Gorodna,G.B. Livshits, D.A. Sirokha, L.A. Livshits The
Combination of Chromosomal Reorganization and Inherited Point Mutation Has Led to the Development of a Rare

Clinical Phenotype in a Patient with Disorder of Sex Differentiation and Neuromuscular Pathology. // ISSN 0095~
4527, Cytology and Genetics, 2022, Vol. 56, No. 5, pp. 417-422. © Allerton Press, Inc., 2022. doi:

10.3103 /S0095452722050097

X. 3aKJII0YHI BiZOMOCTi

KepiBHHK I0pHAHYHOI 0COOH

IlepeJtik 0Cci0-BHKOHABILiB
lF'opopna Onekcangpa BosogumupisHa
J3po6ak AHmpiit BomogumupoBud
Kpine HaTanis MukosiaiBHa

JliBmnne 'anHa bopuciBHa
(k. 6. H., 03.00.22)

Hazapenko [Ozis BoopumupiBHa

Heuunopenko MapuHa BosogumupisHa
(x. 6. 1., 03.00.22)

Cipoxa [IMutpo AHpiiioBUY

BigmoBigasbHUH 32 MiATOTOBKY

00JIIKOBHX JOKYMEHTIB
Tenedpon

PeecTparop

KepiBHuKk Bigginy YKpIHTEI, mpo €
BiZIOBiZaJIbHUM 3a peecTpallilo HayKOBOi

OisIIBHOCTI

Tykano Muxainao ApCeHTioBUY
1.6.1H., 03.00.03

Canuenko Osbra MukosaiBHa

+380442000326

Opuenko Tetsna AHaTosiiBHA

[Opuenko TersiHa AHaToJiiBHA



