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KOHTaKT ¢ nauueHTa

UcTopusi Ha 3abonsiBaHETO Moaabpikalla KoHCynTauuns
- DamMurHa <€ >
- lecTaunoHHa WAy
- Obpa3oBaTersiHa
- Penurnosxa
MeauumnHcKn < - Pogutencku rpynu
nscnenBaHusA
MeanuuHCcKa KOHCynTauus
IX - Bb3MOXHOCTHU 3a
OVATHO3A romanes
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NHdopMaTBHA KOHCYNTaUUSA
- Puck ot peunaneu
- PenpoaoyktuBHM Bb3MOXXHOCTU

- MporHo3a
- Bb3MOXHU yCNOXHEeHUsA
- [lpeBaHTUBHU rpnXun
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OUWAITHOCTUKA



I eHeTHYHUTE U3CJIEABAHUA

OLIEHKA HA PUCK
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TOU - KMIMHNYHU HAXOOKW



TOWU - KMIMHNYHU HAXOOKWN

Oligospermia unu Oligozoospermia
Teratospermia

Asthenozoospermia
Azoospermia

eHeTU4YHO n3cnenBaHe



TOWU - KMIMHNYHU HAXOOKWN

Oligospermia unu Oligozoospermia
Teratospermia

Asthenozoospermia
Azoospermia

TecTuKynapHu [locT -
dakTopu TeCTUKYNnapHU
dakTopu



TECTUKYJIAPHU ®AKTOPU

»Mukpoaeneuuun BbpXy Y XpomMmo3omaTa

» XpOMO3OMHU AedeKkTu

»[[eHHUN pedeKkTun



TECTUKYJIAPHU ®AKTOPU

Mukpopeneuuu BbpXy Y XpomMmo3omarTa

Geses and Subdivisions of the Human Y Chromosome
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TECTUKYJIAPHU ®AKTOPU

Mukpopeneuuu BbpXy Y XpomMmo3omarTa

EAA/EMQN best practice guidelines
for molecular diagnosis

of Y-chromosomal microdeletions:
state-of-the-art 2013

1C. Krausz, °L. Hoefsloot, >*M. Simoni and °F. Tittelmann

' Andrology Unit, Department of Experimental and Clinical Biomedical Sciences, University of
Florence, Horence, Italy, ?Department of Human Genetics, Radboud University Nijmegen Medical
Centre, Nijmegen, The Netherlands, 3Department of Biomedicine, Metabolism and Neural Sciences,
University of Modena and Reggio Emilia, “Azienda USL di Modena, NOCSAE, Modena, Italy, and
*Institute of Human Genetics, University of Miinster, Miinster, Germany




TECTUKYJIAPHU ®AKTOPU

Mukpopeneuuu BbpXy Y XpomMmo3omarTa

YectoTta no paHHu Ha HI'J1 5-7 %

Geses and Subdivisions of the Human Y Chromosome
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TECTUKYJIAPHU ®AKTOPU

Mukpopeneuuu BbpXy Y XpomMmo3omarTa

Oeneuusa Ha AZFa, AZFb n AZFc = 46, xx

Geses and Subdivisions of the Human Y Chromosome
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PEKOMBUHALIUA MEXOQY XUN'Y

XPOMO3OMA
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TECTUKYJIAPHU ®AKTOPU

XpoMo30MHU aedeKkTU

CuHapom Ha KnanHdenTep 47, XXY -
XMNOroHaausbLM , | Tectoctepod, T FSHumLH

Human Reproduction, Vol.25, No.3 pp. 588-597, 2010
Advanced Access publication on January 19, 2010  doi:10.1093/humrep/dep43 |

lhuman REVIEW Andrology

reproduction

Should non-mosaic Klinefelter
syndrome men be labelled as infertile

in 2009?

G. Fullerton!, M. Hamilton, and A. Maheshwari




TECTUKYJIAPHU ®AKTOPU

[eHHU pedekTH

»USP 26 - Sertoli cell-only syndrome
» AHAOporeHeH peuenTtop
»CunHapom Ha Kartagener

( UMnNmMapHa AUCKUHe3uns)



TECTUKYJIAPHU ®AKTOPU

[eHHN pedeKkTn

»USP 26 — KneTb4eH pactex v andepeHumaums

Blackwell Asian J Androl 2007: 9 (6): 809-814 AJ A
' DOL10.11114.1745-7262.2007.00305.x T

Publishing

www.asiaandro.com

-Original Article-
Novel mutations in ubiquitin-specific protease 26 gene might
cause SPE'-IJPﬂﬂ’EDgenesis impairment and male infertility

Jie Zhang!, Shu-Dong Quu'~, Sheng-Bin Li*, Dang-Xia Zhow', Hong Tian'? Yong-We1 Huo', Ling Gel,
Qiu-Yang Zhang'~




TECTUKYNTAPHU ®PAKTOPWU

[eHHN ApedekTn

» AHOporeHeH peuenTop — HapyLwleHa cnepmaToreHesa,

XunoBoriemMmus
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MOCT -TECTUKYJIAPHU ®AKTOPU

Congenital Bilateral Absence of the Vas Deference

%
dyHKUunoHaneH |lposBu Ha 3abonsBaHeTo MonekynHu
CFTR AedekTu

MaHkpeaTu4Ha HeAOCTaTbYHOCT
nntoc n3dpoeHuTe no- gony Texbk / Texbk

PeunguBupawm 6enoapoobHu

MHEKUUN NNoc M3bpoeHnTe no- Texbk /Jlek
aony

NMonoxuteneH noteH Tect nntoc  Jlek (Texwbk) /
n3dpoeHuTe no- nony BapuaHT

CBAVD INek (TexbK) /
BapuaHT




CKPUHUHr 3a MyKOBUCLMAO03Aa
npu OBONKUTE C
penpoAyKTMBHU Npobnemu
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OHK ®PAIMEHTALIUA
HA CNEPMATO3OUAOUTE

uouornamu4yeH uHgepmuaumem

Ji et al. BMC Medicine 2012, 10:49
http:/fwww.biomedcentral.com/1741-7015/10/49

RESEARCH ARTICLE Open Access

Common variants in mismatch repair genes

associated with increased risk of sperm DNA
damage and male infertility

Guixiang Ji'*?, Yan Long®, Yong Zhou®, Cong Huang'?, Aihua Gu'*" and Xinru Wang'~

(MLH1, MLH3, PMS2, MSH4 n MSH5)



TH - KMIMHW4YHU HAXOKWU




TH - KMIMHW4YHU HAXOKWU

»lNpexaeBpeMeHHa ANYHUKOBA HEA4OCTAaTb4YHOCT
» XUno Unu xmneproHagoTponeH XunoroHagn3bm
»Oeduumnt Ha FSH

»CunHgpom Ha KanmaH

» HapyLlieHna B CTpyKTyparta Ha zona pellucida

»[lonukncroseH oBapuaneH CUHAPOM



NMPEXXOEBPEMEHHA AWYHUKOBA HEOQOCTATBbYHOCT

Tun OMIM ['eH Jlokyc
POF1 311360 FMR1 Xq26-028
POF2A 300511 DIAPH2 Xg13.3-q21.1
POF2B |300604 POF1B Xg13.3-g21.1
POF3 608996 FOXL2 3023
POF4 300510 BMP15 Xpll.2
POF5 611548 NOBOX 7935
POF6 612310 EIGLA 2p12
POF7 612964 NR5A1 9933



http://omim.org/entry/311360
http://omim.org/entry/300511
http://en.wikipedia.org/wiki/DIAPH2
http://omim.org/entry/300604
http://en.wikipedia.org/wiki/POF1B
http://omim.org/entry/608996
http://en.wikipedia.org/wiki/FOXL2
http://omim.org/entry/300510
http://en.wikipedia.org/wiki/BMP15
http://omim.org/entry/611548
http://en.wikipedia.org/wiki/NOBOX
http://omim.org/entry/612310
http://en.wikipedia.org/wiki/FIGLA
http://omim.org/entry/612964
http://en.wikipedia.org/wiki/NR5A1

KNO4YOBU FrEHU CBBP3AHU C ANYHUKOBATA ®YHKLIUA

Human Reproduction Update, Yol.I7, No.b pp. 829-847, 2011
Advanced Access publication on September &, 2011 doi10.1093/humupd/dmr033

aep%r:g}m ion

Contemporary genetic technologies
and female reproduction

The Evian Annual Reproduction (EVAR) Workshop Group 2010*
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KNO4YOBU FrEHU CBBP3AHU C ANYHUKOBATA ®YHKLIUA

Ovulation
CEBP-f3, IL6ST, LFNG, LHR, NOS3, NRIP1,

Pre-ov

NR2C2, OAS1D, PDE3A, PDE4D, PTGS2, PR,

SIRT1, SRB1, SULT1E1, TRP73, YBX2

Cumulus expansion
MBP, AREG, BMP15,

BMPR1B, EREG, GDF9,

PTGER2, PTX3, TNFAIPG

CSF2, DNMT10, DNMT3L,
DPPA3, HSF1, NLRPS, NPM2,
PAD6, UBE2A, ZAR1, ZFP36L2

|

Implantation and uterine
(CSL4, CBS, CENPB, CSF1,

CYP40, DLGAPS, FKBP4, HMX3,
HNF1A, HOXA10, HOXAM,
1L11RA, LHX1, LIF, LPAR3,
NCOA1, NDP, OVOL1, PAX8, PR,
PTGS2, TERT, WNT7A

ulatory follicle
ADAMTST, IMMP2L, INH-a,

IRS2, ER-ct, ER-f SH2B1,
SC01, SOX3, TNFRSFIA

Early antral follicle
AHR, CCND2, DDR2,

FSHR, IGF1, NOS1,
NR2C2, PCYT18,

2 : & o A
"°ng°?..?¢oo°,° 5, )0’ SH2B1, SRC, TAF4B,

luteum

Luteal
CDK4, CDKN18B, CEBP-f3, EGR1,

NPEPPS, PTGFR, PRL, PRLR

o
LLL THBS1, UBE3A

Secondary follicle
GDF9, KITL

Primary follicle
KITL, KIT, AMH,
FOX03A

Primordial follicles
LHX8, NOBOX, SOHLH1, SOHLH2

Post-implantation and post-partum

—  ABCAT, B4GALT,
DAZAP1, FOXB1,

INHBB, NR2C2, OXT, OXTR, SRDSA!

Steroidogenesis
ARNTL, CYP11A, CYP19AT1,

CYP40, DHCR24, NRSA2,
STAR, VCR

BSX, CSF1,
FZD4, GDI1, HSF1,

bryonic germ ce
BCL2, BCL2L2, BMP4,
BMP8B, DAZL, FST, GJA1,
GLP1, KIT, KITL, NANOS3,
PRDM1, SMAD1, SMADS,
STRAS, TCF21, TIALY, WT1,
WNT4, ZFX

Central

ACVR2A, AFP, AIRE, CDK4,
CDKN1C, CG-a, CPE,
CRTC1, DDR2, FSH-f, EGR1,
GGT1, GHR, GNRH, GNRHR,
INSL3, KISS1, KISS1R, LEP,
LEPR, LH-f, OTX1, NPR2,
POU1F1, PROP1, STATS,
TGF-f1, TSHB, TKT

Meiotic and DNA repai
ATM, BRWD1, CDC258,
CDK2, CKS2, CNB1IP1,
CPEB1, DMC1, ERCC1,
ERCC2, FANCA, FANCC,
FANCG, FANCL, FMN2,
GJA4, GPR3, HSF2, MEN,
MOS, MLH1, MLH3, MSH4,
MSHS, NBN, NOS3, PMS2,
REC8, SGOL2, SMC1B,
SPO11, SYCP1, SYCP2,
SYCP3, TOP3B, TRIP13,
UBB, UBR2




HAPYLUEHUA B MEHCTPYAJNTHUA LUUKDBIJI
- MTbPBUYHA AMEHOPEA

»CUHOPOM Ha aHApPOreHHa HeYyBCTBUTENHOCT

»OedeKkTn B reHa 3a peuentopa Ha PONUKY-
cTumynupawmsa xopmoH (FSHR - OMIM 136435)



eHeTUYHM hbaKTOPU CBBP3aHU C PUCK 3a

PA3BUTUE Ha NOJIMKUCTO3E€H OBapuasieH
CUHOPOM

B bnunrapus
- FSHR (Risk Ratio 1.7778),

- ecTporeHoB peuentop d0eta — ESR2.

Te3n mapkepu, bmxa mornv ga 6boar
U3non3BaHu 3a OLEeHKa Ha puCcKa B ceMeUucTBa
c MIKOC, kakTo 1 3a onpegensiHe Ha
TepaneBTUYHOTO nNoBedeHue B
PeEnPOAYKTUBEH TMJaH.



TA n TOW
cCrioHmMaHHuU abopmu
npobsieM ¢ uMmnaaHmayusima




KITMHUKA TEHETUKA

2 CroHTaHHM abopta wu 1 45,XX,der(13;14)(q10;910)
naToriormnyHa 6pemMeHHOCT

1 cnoHTaHeH abopT u 1 46,XX [88] / 45,X [7] | 47 ,XXX
Mucceq abopt [5]

XUNoroHagmnsbMm. 47 XXY
A3oocnepmMmus.

6 muccen aboprta Mos 45,X,inv (9)(p11;q13) [4]/
47 ,XXX,inv(9)(p11;913) [2]/
46,XX,inv(9)(pl11;q13) [94]

3 Mmuccen aboprta 45,XX,der(13;14)(g10;910)
PenpoaykTuBHU Heyaoauu 46,XY,inv(9)(p12;913)




MPOBJIEMUA C UMIMNAHTALUATA

1 Assist Reprod Genet (2012) 29:1415-1420
DOI 10.1007/s10815-012-9878-8

GENETICS

The vascular endothelial growth factor (VEGF) +405 G/C

polymorphism and its relationship with recurrent implantation
failure in women in an IVF programme with 1CSI

Radia Boudjenah « Denise Molina-Gomes «
Robert Wainer « Philippe de Mazancourt «
Jacqueline Selva « Francois Vialard

VEGF -1154 G/A



BpoaoeHun tpomoocdhmnnun

KnuHu4yHa rpyna:

»>PaHHu xabutyanHu aboptu (<12 r. c.).
»PaHHa npeeknamncusa (<34 r.c.)
»Abruptio Placentae;

> IUGR;

>MBPTBO paxaaHe;



PAKTOP V LEIDEN

0 % Ha HoCUTeNCTBO Ha MyTaLMATa

PasnpeneneHue Ha
FVL myTauunaTta B
oTAenHuTe
KNMUHUYHU Tpynu

MP




PAKTOP 11 20210 G/A

PasnpeneneHue Ha

MyTauusiTa

20210 G/A
oTAesNiHuTe
KIMTUHUYHU Fpynu

30,00%
25,00%
20,00%
15,00%
10,00%

5,00%

0,00%

0 % Ha HoCUTENCTBO Ha MyTalldTa




PAI 4G / 5G

0% Ha HocuTencTBo

50%
Pa3npepneneHue

Ha 4G /4G

50,00% 40% 3750
40,00
nonumopdusmMa Ha i B 26,T%
PAl reHa B 30,00%
oTAEJIHUTE 20.00%
KIMUHUYHU rpynun W
T AT CA

0,00%
WP MP




Usefulness of factor V Leiden
mutation testing in clinical practice

Ellen Blinkenberg et al. European Journal of Human
Genetics (2010) 18, 862—-866.

*The prevalence of FVL heterozygotes was not significantly
different between the predictive and diagnostic test groups,
that is, 26 and 20%, respectively.

*"In general, the clinical usefulness of APCR/FVL testing was

low.

*Eurthermore,normal test results led to
unwarranted refrain from giving advice about
antithrombotic measures, leading to potential harm
to the patient.
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