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Mutations in a number of genes are now known to cause sus-
ceptibility to male infertility. In Pakistan, very little is known
about the genetic spectrum of male infertility. So, the main
aim of the current genetic study was to investigate the single
Saraiki origin consanguineous Pakistani family segregating
infertility. Methodology for genetic analysis includes whole-
exome sequencing (WES) and Sanger sequencing. Semen
analysis was also done; however, in silico functional analysis
was done using I-TASSER (for 3D structure modeling and
Cluspro tool (for Protein- Protein interaction). Affected mem-
bers were found to have severe oligozoospermia. Addition-
ally, Analysis of exome data identified a novel homozygous
Sframeshift mutation ¢.1077 _1078insA:(p. Gly360Argfs*8) in
the CFAP97 gene segregating in the family with the disease
phenotype. Based on these findings, we suggest developing a
molecular diagnostic test that may be used for premarital and
prenatal screening of families at risk of infertility.
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ITOBHOEK3OMHE CEKBEHYBAHHA BUABHWIIO
HOBY TOMO3UT'OTHY MVYTALILIIO 3CYBY
PAMKMU 3YUTYBAHHA C.1077_1078INSA
(P.GLY360ARGFS*8) Y TEHI CFAPY7,

IO CITPUYMNHAE YOJIOBIYE BE3ILIIAAA
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Hapasi BimoMo, 110 MyTalii B psifii T€HiB CIPUUYMUHSIIOThH
CXWIbHICTh 10 YoJjoBiyoro Oesmiigas. Y Ilakucrani
PO TEHETUYHMI CIIEKTP YOJIOBIYOT0 OE3ILIiAIs BiTOMO
nyxe mMano. ToMy OCHOBHOIO METOIO IIbOI'O T€HETUYHO-
ro JOCHiIXEeHHsT OyJIO BUBYEHHSI OIHI€El €1MHOKPOBHOI
MaKMCTAHCHKOI POIMHU CapaiKCBKOTO ITOXOIKEHHS, B
SKiil crocTepira€Tbest Oe3rutigas. Meromosoris reHe-
TUYHOTO aHaJi3y OXOILIIOE ITOBHOCK30MHE CEKBCHY-
BaHHs (WES) Ta cekBeHyBaHHs1 3a MeTogoM CeHrepa.
Takox Oyno TpoBeIeHO aHali3 crepMu, a (QYHKILO-
HaJIbHUU aHaui3 in silico Oyno 3[iiiCHEHO 3a TOIOMOT0I0
I-TASSER (m1a 3D-momentoBaHHSI CTPYKTypH) Ta
inctpymenty Cluspro (misi B3aemMomii 06i1ok-6110K). Y
YjleHiB ciM’i, gKi Manu Oe3rigns, OyJo BUSBIECHO
TSDKKY oJiiro3oocnepMito. KpiM Toro, aHaiiz JaHuX e€K-
30My BHSIBUB HOBY TOMO3UTOTHY MYTAIIil0 3CYBY paMKH
suntyBaHHs ¢.1077 _1078insA:(p.Gly360Argfs*8) y reni
CFAPY97, mo cerperye B poAauHi 3 (PEHOTUIIOM 3a-
XBoploBaHHsI. Ha OCHOBi Liux pe3yJibTaTiB MU IIPOIO-
HYEMO PO3POOUTH MOJECKYJISIPHHUI TiaTHOCTUYHMI TECT,
SIKU MOXHa BUKOPUCTOBYBATU IS MOLILIIOOHOTO Ta
MpeHaTaJIbHOTO CKPUHIHTY CiMei, 110 MalTb PU3UK
oearigas.

Karouoei caosa: CFAP97, mytauisi, 6e3r1iaasi, 40J10Bi-
ku, [TakucraH.
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