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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 
frameshift mutation c.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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ÏÎÂÍÎÅÊÇÎÌÍÅ ÑÅÊÂÅÍÓÂÀÍÍß ÂÈßÂÈËÎ 
ÍÎÂÓ ÃÎÌÎÇÈÃÎÒÍÓ ÌÓÒÀÖ²Þ ÇÑÓÂÓ 
ÐÀÌÊÈ Ç×ÈÒÓÂÀÍÍß C.1077_1078INSA 
(P.GLY360ARGFS*8) Ó ÃÅÍ² CFAP97, 
ÙÎ ÑÏÐÈ×ÈÍßª ×ÎËÎÂ²×Å ÁÅÇÏË²ÄÄß

Íàðàç³ â³äîìî, ùî ìóòàö³¿ â ðÿä³ ãåí³â ñïðè÷èíÿþòü 
ñõèëüí³ñòü äî ÷îëîâ³÷îãî áåçïë³ääÿ. Ó Ïàêèñòàí³ 
ïðî ãåíåòè÷íèé ñïåêòð ÷îëîâ³÷îãî áåçïë³ääÿ â³äîìî 
äóæå ìàëî. Òîìó îñíîâíîþ ìåòîþ öüîãî ãåíåòè÷íî-
ãî äîñë³äæåííÿ áóëî âèâ÷åííÿ îäí³º¿ ºäèíîêðîâíî¿ 
ïàêèñòàíñüêî¿ ðîäèíè ñàðà¿êñüêîãî ïîõîäæåííÿ, â
ÿê³é ñïîñòåð³ãàºòüñÿ áåçïë³ääÿ. Ìåòîäîëîã³ÿ ãåíå-
òè÷íîãî àíàë³çó îõîïëþº ïîâíîåêçîìíå ñåêâåíó-
âàííÿ (WES) òà ñåêâåíóâàííÿ çà ìåòîäîì Ñåíãåðà.
Òàêîæ áóëî ïðîâåäåíî àíàë³ç ñïåðìè, à ôóíêö³î-
íàëüíèé àíàë³ç in silico áóëî çä³éñíåíî çà äîïîìîãîþ 
I-TASSER (äëÿ 3D-ìîäåëþâàííÿ ñòðóêòóðè) òà 
³íñòðóìåíòó Cluspro (äëÿ âçàºìîä³¿ á³ëîê-á³ëîê). Ó
÷ëåí³â ñ³ì’¿, ÿê³ ìàëè áåçïë³ääÿ, áóëî âèÿâëåíî 
òÿæêó îë³ãîçîîñïåðì³þ. Êð³ì òîãî, àíàë³ç äàíèõ åê-
çîìó âèÿâèâ íîâó ãîìîçèãîòíó ìóòàö³þ çñóâó ðàìêè 
ç÷èòóâàííÿ c.1077_1078insA:(p.Gly360Argfs*8) ó ãåí³
CFAP97, ùî ñåãðåãóº â ðîäèí³ ç ôåíîòèïîì çà-
õâîðþâàííÿ. Íà îñíîâ³ öèõ ðåçóëüòàò³â ìè ïðîïî-
íóºìî ðîçðîáèòè ìîëåêóëÿðíèé ä³àãíîñòè÷íèé òåñò, 
ÿêèé ìîæíà âèêîðèñòîâóâàòè äëÿ äîøëþáíîãî òà 
ïðåíàòàëüíîãî ñêðèí³íãó ñ³ìåé, ùî ìàþòü ðèçèê 
áåçïë³ääÿ.

Êëþ÷îâ³ ñëîâà: CFAP97, ìóòàö³ÿ, áåçïë³ääÿ, ÷îëîâ³-
êè, Ïàêèñòàí.
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