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Wt FAE MIC2 F- A2 colony-stimulating factor®} #HHF CSF2RA F32F Fo] BlH v} 9)
™, Q133 91X]oll SRY (testis-determining factor), ZFY (zinc finger gene) 2 RPS4Y (ribosomal protein
gene)®] 370 AR 2L 21811 Ygo! euchromatic regionoll = AZFY H-Y g3 Zo] dAof
Mol Zhdsolu gt slel ded A oo 7)) A# (teeth crown) F7] ¥ 2T HHg
ARl YA WA A7 Al LR AEe} wekd Pk BB V)] o) ya Al
A A ke By 48] ezl el ok

:

I YRAARICE A1 2L

WdHos g AN F FSHEE oldo] YRMA Z2EE v + glons A% Ak
4 Ael7h b ® B Bl dds dhe A ofollE ageld Y@ Ae A ddely
= AL wy Fasith

Y@ A ] A A& A L high-resolution banding®-& o] &8 A ZH- HALE weld 4 v}
Aol Tiepolo$} ZufferdiZ} E3 &k vl olch SEdols YR tloket 2958 S5
718 ) o] PCR7IHo] gl AFE-53 9129 Y-linked sequence-tagged sites (STS), deletion breakpoints
9] cloning, exon trapping, chromosome walking 3 optical mapping 52 thFdt ¥4 7'H& AMg-8to] v
A ool Thket ol Aol $Ex|al Ytk A@doA] EAEE WHES tsh A YE A
A 2] DNA fragmenti= SRY, DBY 2 UTY$} 72 w24 544}, DAZ family2t 22 22} family
& RBMY S} & 5354 §474E5 targetsto] SFHATh ol2igh AdolM Agskd 7o) 9]

[e)
Fol, B9 HAA BAL AT $9l9) ARe Apslaic e A9 S bande) 42

ot { ke

ofste] ARe B A} e 4 t #AHe 23 peR 2 ] :
WERTOE A B4, SRY HAA A XX P Fe $4 NETOF oS olgHons
B 4 g}

FRATNA Deln 9 R JRAA FAAE AN BATTRAA A ARl G4, S5,
et 27] vlote] WS skl LT HolATh B ARl WA HUs wAsle] ol
B 7)50] FAHoIA A G W AR BY BAA o5 Al BUAYE AL T
S 9lg Aew A mepq yaade) nARE AAgos 2o B §44 gl §

V. Aol 2&

U #HE fd4 A9 dod g Jepd ¢ ded 24 @A e ddot
F3 (whole chromosomal defects 22> duplication), G444 H 2t 937 (chromosomal translocation &+
nversion), BMA] LHY A& (partial chromosomal defects) 22131 T FH 2} Z$ (single gene

defects)d] 4% & vy & Uk
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o] 5he] AJd AR L AFE A 2] monosomy, trisomy
el aneuplmdy ToE YEdth BYU3 dRE A3 9oz gt gl o4k @A o]4to]l FRkd
Ao Z Klinefelter &3 Tolu XYY F70] i} olF 5L AE sbedl EAFHA AAH
9142 YR, kayotyping 2.2 8rxlo] 715 slch

1) Klinefelter &2

293} A8 A4 =9 QA oo soodel &
AAE BALY 7-13%, PATEGTEY G BYBAYS A AA P 29 BAY
—C_)‘ j —

ok
b |
2] gk}, o] Aol 4212l meiotic nondisjunction 60%E EANA 40%E F-AlolA] dojdct &)

B9 90% = XXYolH, YA 10%oE oF 30%H9 mosaic o] ged 1 F 7 23 AL
46,XY/XXYoln 7Hd mAARR0) AL 49 XX/XXYolTth 47,XXY A1) o 10e S

Z1 A
H o) YERE, B4R 37kx] S4oz #au wuet 13 4% {3 agla FAF0l A
o, 49 Are HPY o) 24T vt ol Axte B oY & A, Wi, HT,
v AR, A R, AR XA A frddel wA Y w3 FA G RT 20%
AL =0 XXY 249 3% FAHAEO] X2 mosaic HE Y oF vkl 1g 3717} Aol Ay
3

olu Ao AXEA7)FS YEhHE B,

XYy 82

N

A ABoke] 1/4,000~1/1,00000 A HASHE. 7)7F A3 BHELE A o)A FSH-AAEA 29 7%
%}Oﬂﬂ EL%E} 3] A 0la WA FEE et RS THIsE 7}21; AR RE,
c 452 ekt £9 & THETY WEE 0.1% Vv

H

o

i 7!?!X A ji O
o= O]%—c"] 57—3?}52—].73* 2732 Sertoli cell only Bl H-82 A4 A x71%] opokslA] eldth

3) =& MM o|EHdE (mixed gonadal dysgenesis)

AHLE 18, 52 2 (streak) 1S 7R 9, Q2 23 45,X/46,XY, WA 138 46XVl
th FAR mosaic® & 7] frARTEA] & AN YEMAZE 2] AR REYE A

sk 71w 2oet st Axol uet o] 2AHE. AKET] o1F Leydig
Ee Ao FxaARE G Yol Sertoli A|ERF 2hagch

2. BMAH o ML (translocation) & HH™ (omversion)

AAA ] A9 (Table DU} FAL F4 B2 240] flo] dAx|e) ojH Fio] 9x|ut upd A
olth, ol Mt HHe 12} T REA] FE2 dojupy, A ThE FAA7k) Z& 3 Ao G
A Woll A dojwdet B Bt dedd hofst TR AAA ArF B glow) Azt AR
o7} e AEAAY dHxE BY Bl 7%ol A wabEc) A A M9, A 1, 3,5 6,9
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Table 1. Chromosomal translocation in male infertility

1(1;9)(p32.1;934.3)"? t(11;15)
1(1;16)(q22;p12)'° (q25-gter;pter),-11,15%°
(1;16)(p23;p13)' " 1(13;14)'9
t(13g15q)46,XY""
t(1;18)(p31.2;,q23)""° t(14;21)'*
t(1;19)(p13:q13), Igh+'" i(14:21)(q13;p13)"
1(2;4;8)(q23,q27;p21)"* 1(14;22)(p1 1;q1 1.1Y®
1(3;4)(p25,q21.3)!3 t(17:20(p13;g1 D'
(3;5%q29:914)%° 1(19;22)
£(3;5)(q12:934) (13.1;q11.)"
t(3;14) (27,91 D' t(Y;1)(q12;p34.3)"°
t(3;20)(ql 1;p13)'"? t(Y;3)ql2;p2D)'™
1(4;6)(q26;927)' t(Y;11%q11.2;024)
X Y)Y
1(4;13)(q11;,612.3)'% t{(X;Y)(p22.3;q1 1Y

1(9;12;13)q22:22,q32)""
9;15)(p22:q15)'¢’
#(9;17)(ql 1.3)°
(917)(p! Lig1 1)*
49;20)(q34;q1 '

3 109] 7, Robertson A, YR AW heterochromatin® F7F 228 7F0 FAA FAEC) &
o, 58] A Aol B SAdlA B 2ok jow] o] xS wER vehdth dels 27
A BE AAE A A, AR degd 4 2 A, AR T vobrh 3
P Foll G 2D  pairingS WelFoEA BL fudic

3. YA F& &

PGAA B AL Ao Gyl 2aHA SAEo] Atk B G defs gl
g oy Ezbol g GMAelA] the AMAE HEEo] A7IH, ojfd dEE XX Aol &

O
ZFo]EA e A3 (dosage-sensitive sex-reversal, DSS)¥ T2 TR RS AR UERITL
1) Noonan &% (46,XY)

12,500~1/1,0009) =5 w2 e, GAJollA A7 Tumer 5708 dzksld gl gxs
2 ), we B YA A, 9P (cubitus valgus), SH SR, Aleld TLelal 70%0l A4 AT
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sigo] Futeul, oleld A AANCEE Ut AGo] shrslth £2B AN HAATE R
7} kel gon BEEAHE Foizh P dlels B0 HAT BY AsdE Ak} gl

2) XX &4

1/20,0009] =F ¥IER bb}b}rﬂ A B FAA L ul§ ZEA BT
2b31 ghebal 3RS bRt &S 46 XXo)H, SRY FHAE X AZFE %M.

3) Hth & DiNZEE

gA B0 gHg Ay BE AES Awsh] ddiMe YEAA g £247]%0 dolst
T FAAE ZALEolor gt} AA B9 #ixte] FHHETOE AZF FHI F2 njAAE0] Tty
RAE Aoz 4=zl 5T dAA yEAA W] Bl d@EE o a9 ngEA
A} (testls determining factor: TDF)E &2 % SRY (sex-determining region Y)2} AZF (azoospermia factor) -
ool 2 ’31 olE FHAEL YHAA Wiz o] $)x5=dl SRYE Ypo Fdol 21o5 DAZ
T Yq GG ATl At

(1 )SRY

A wae B4 s~770 AA dojun], dy) £ER pAE 2] o] n8EA FHAR]
SRY®] 23] o] ¥aiElo] 1ghe] Hur o]xpF oz FAe] ndFo] dETt o) o] B4
o7 BeHE AE AFete AARIAE SRYUle] jgE o] gl7] wjiolrh Xy o4 107 F 780l
A SRYE 7FAil QIR SRYZF XEAAL o2 AdAagz AYss o] #aHM, Ao

=y

S AU

2 Bo) FukETh SRY AAE /R 2Ae) a0l Leydig AlE, Sertoli AXE, AAF H
SUAEE BEHAR ZAEE flck o)s AAEAS FHE YEAA 79 (AZF)o] Yqo R
ol 7]
%@

7) wjEolm, A9l FEels §i7) wiiolo)k = ol xje] TEE PAF A7 Klinefelter
T Bl M} FAME o] &S JERN, B9 ASE E7FsEth A¥HoE SRYE
X #9) efolol] F4ishd BHFL AaolA T Bqlo] Futed, W Xy A4 A Edwold
SRY +#12-E 7HAIn], AW ol7t AstAl AaE W vpAl gl ks 7XE A5 Ak
(2) AZF 7 A& (Figure)
Ismail 5 (1993):2 100789] FAAF 52 4% 2Hgakgo] Fetd &4 B9 82H] 18% (10% big
Y, small Y, double Y)ol Al YR AA] 24 o)b& A} ololl 2A Tiepolo®t Zuffardi (1976)=

&
L1707 0] WA B9 g yg B8] 67 oF 05%Y TR WAolA Yq €95 7
AEE A B o]5Y FAAM e BT AN YEAAE 7ML JE AoE BuFoRA
ARG L #|ls L_ FHAE YR Al 908 Hoe® F48)3Ich Foresta 5 (1992)1.:. oF 500073 ]
é‘%l A 01 1 A o] oF gnollA vEhE eg Husiivh 1 3 B dTabEd
A B YRAA] Ulo] EAsHE fAat 52 fAAtTe] o 2Ego] wE
A d——rL?’roﬂ wpe} oF 1~35%2 RaE 3 Qv o] gk Atole b e A
011"14 b1as<>ﬂ 71Q18ks Ao Aztsm Bo 4A3 7)Eol] sl BAE dEed Ay o Fut

NEe 2ol 58 28 F4r)

Tiepolo2} Zuffardii= Q17te] HAlE A 2HAA7) Yql19] euchromatin #Ho) $Jx)sh= Ao 7}
Aakal o] 915 azoospermia factor region (AZF)L.52 HE 5t AZFS] AEE A interval 62

il
7

© 1.."'4
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Yq11.22~230]% =7 5007 nucleotideq! A O.2 e A Qirh ¢k 20 F o] RYelx] Ax1EA]
AefslE Fdxrt Ao Feld Hf glok

AZF Talel= gl wet ook 44 22 F314 familyEo] AR g U, Ma 5
(1993)2 Y-chromosome RNA binding motif (RBM1)S $435tc] @7)A4E< WEom Reijo & (1995)2
366709] of]qt T O 2 code® DAZ (Deleted in AZoospermia) S WAs] AA18H S #|
whehs Boh 2L Arle) KR deix A Hich @4 B B $e] gk PRES o] &3 A
2 AARA T8 BFART 13%014 DAZ FRAE ETEF YEAAL] BE A&l 10x10° o]
ste] ARk AT BAbe] URelA DAZ faiAte) Ado] HAH T Qe oA % W S (1998)
o] gl B B Aol BE AZF 29 v AFdMm TRAE B2t 222%904 Yq
o] WIMAET 143%14 DAZ 34 A4S Bdate] prle] APAEs A AL Bug b
At DAZ F3A Ag BAbe] 2AHAL 27 Serioli cellonly 3 FOREE 2= AAMZE
gi_'?skfsl ] x}ﬁi}d ] ;(1 = [:Jrolzg}wﬂ L}E}Lh:}

Vogt & (1996)2 A3 HA4 B4 AlolA] A oo}l Beiste] 4709 £33 FBHX &
¥ intervalo] SR8} o] U9R-ERE AZF 70| AZFa, AZFb % AZFcE 1}*;'04]2]1-; 7z v
Tl AEHO 9SS Iy, 7k A& 290 met A G A=)t vl 39
th AZFa7t A& BAbol A Sertoloi cell-only 2710], AZFb7} Adg x| A= Al ololt} ush
AU AAFEE (TESE)IA AAbe] 28 E0] F3ietA Asts= 270), AZFcT Z2cd B
zgx}ﬁi/wo} Sk & F2)¥ ﬂx—lz}z: ]/\11?451 ,VL:AJXP& ;z—?vr;‘;/} 19] Aoz}(j o] qor };ﬂ ‘w:&}égggg
WA, AR AZFast bl B3 AN mEhY AXEA 270 WA A AL 7
A 2R S YERR7 )% Sk} &= AZFbS’Jr AzrcA}OI I $)A8Hs = U2 AZFd 2] oz
EJOiZM ARG E & TS nHA) e Aoz weldn) ol AZFY] ofF fdAte] A

& Bolshs A B9 dAolA Ay BEy 3“"* FAY ¢ dvke A oeE WEsa

Alu}‘ O F 5 FARS A AZF 79 Ul B} AL =719 DYSSICS} DYS1 {zpel w
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a5 A, DAZ9E T2 YRRM (Y chromosome RNA recognition motif) +722F2] &7k
SRR Ypoll = 5L T BEEE 5 AP g Soldo] R3¢ AT
= L}E}lﬁﬂ Atk DAZ7F FAZA = AZFE 7P 2 wdste fRAE g9A AT, DAZ 73
7o) o8 A @A mglolu AAlEe] ojwl Az Yehhs A, BjA7] F ol® AlFd YEt
WA, AR 2235 o) 71R] Skajell A DAZ FAAh FHe Ado] EAlste AE de
< o] dArEelol & Aor A}

7 Yellm YR A vl AAT AR QA AFA #HT A T (2004)2 Klinefelter 557 82}
gl Al YRR v M ANS BEER]| ghol o] Astel o3 BUL XFMA o] Z& thE Wl

o o3 Aoz FASATE T3 YEAA vAZA 57 B SAfelA] 33ke] 3], 328
2 ngzAY AR ERE E o)zt glekar ko) o2 g mA A ] AR FHAq I3
sto] FEE MAE AoRE A

H‘1 rL

4. B REX EE

9§14 24e TE 494 AERE 924 2 27 UF A7) AR Karyoryping ©-2H
Aga) 297 By, v 4879 49 U 20 YT HHE olF FuAY F

A FFE Zsl] YdiME PCRo) AldE|ojof gt}

Wgo) Aalged 43 uld £ Qe gd A de AL 2Eridd wet bgf R
FHE 5 o A, ASR-HEE AN, B Foll 43S vAE Z3HOF Kallman S5,
Prade-Willi £33 &34 5 A% (cerebellar ataxia), 284 LH =& FSH, LH®} FSH =84 ©]4,
ARAS-MNG SFL o] Jov, B4, ez FAH 2o S v E FFoTE AE
A otega A Aol =2 AEIEEFE, Kennedy™d, So-reductase ZHE, AA, AZ (seminal
racyol]l FFS F= Ao FHH A& F37, AANF ARSI R/-31E, Prune-Belly TF
T, EeNE, QR 204 oldYE, UA, Al v dTe nd F e fAdEe
2 Bardet-Diedle 53 o= So|dAZ AAAE I dol} p-thalassemia 5o Aol )

oh E@ olE AAEL g B wel n@ A, 1F Ty nF F AQ02 PHE & Y}
(Tble 2). <1 A2 AT FAAA Aol /18 B33 G4 27 WAL, FYo FeAh
t e FAAS FA WHAT gtk olF F @AWAA A5 Belsks Ao W vy

FHAZE AR, WT1, DAX-1, CREM S°] gith
1) ¢t=BA 28X (androgen receptor, AR)

TRz A7AA ) YA ANA i stA FEe) 3712 97] vlE C-A-G 5 polyglutamine

] AR frzte] 7]"]'}‘“‘"‘3 ukgE o 24 ojekst FAgto] FHHECE Kennedy - 4071 049 C-A-G.
7h wrEE o dojupr Heeh A4 A, AAY §, 1F 9F, AT Ast 2] e,
Hoh AL o C-A-G7F MHEEH dyAge] Mxrh woldoh BHE Jd=2 AL 784
Agtelvt A EaWolel s dojum, AAA = Aol A PR A7) B3t B 52
A Folldr}, FAJ=EZANEL SIS (complete androgen insensitivity syndrome, CAIS) $HA-&2 AR
Y] BE 5L d 242 v, XgAA €402 R AY 949 B2EEs 7R
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46 XY FAP} vk 1 gl A 7"’: :1?(}9] B 28 Vi B4 0]7} /‘37% "’1 o TF g8 E
7HA R e g AR tES g r

k2 Aoy Fue] x| 2o 5& QA7 E 7} ‘3} %q]ﬂ% %EW& Q.*Zﬂ‘?j(}fr o5
7] Wil B WA 84 de Wdew @A Bk ne AR ojFom JESI, EH
# testosterone estradiol & e} Po M o] ojat A e

g Fote] 1~2%e AFYF nES 7iR AR LSS $ajol.

Ak WT-1 F41247F 24 = wilms £, 73

ol}s
ol
X
-‘_—)Jd_z
£
E
kr
s
X
ﬁ

A A=

So] Bga oz vepdt) Wilms £%% #Aste] ABste] WLiE —s°& A % AR Z%%o}“%
v Aga]719) whghel] gty WT-19] 17} heterozygous 258l AHige Rz Yehm, A
EA¥ o)Al Denys-Drash £33 07 v}

3) DAX-1

X@AA A 2R DAX-1 FAE FHEWA 23S Yelste SFeEge] 4 97t
A71A drk DSS A= X°ﬂ Ae] A Fal @GS AgaFe] HRSAH A TAHH,
DSSHol Q= s WAt mahe] W] Btk Gz FEOR A vy Pate] Fdo)
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2 sedoEn A TAYES MIANT. dA3F 5L BId YAVE 7H XY ERblA
Xpoll o9 DAX-1 F3x7} B2t ef87]o] DAX-12 A48, £ 18] 4871 (genital
ridge)?] AMEToIA WA, uda} diols Azt whe} A nghEvhe dadA WA
H A" Ao 282AY DAX-1 B8 Leydig Al Eol| =M ol A At
iRzl =1

4) CREM

A} B4 FHA) CREM (cyclic AMP-responsive element modulator) AR A7 FAH FAAE
24871 71%5S 71Xtk DAZSE 2ol CREMS Azl Ad vt J&S vt &4 CREM
2ol AE Ze BFA] FHolH ZAH I FSHY testosterone 59 TEEX]= A4 oA uk 13k
& AT 20% Hor] AR Z AAME (permatid) BANN B5o) AATo] 97 A

A= 12 insitu hybridizationr] TAFAIZF 108] o] F7HHE 4axde] AZdT.
V. HEMASE O UM 20! BIRiIMel RAS g

F448 98] Aeg A A AAEA BA 5 BT Ulg karyotyping S A 3tedof 81,
o AA AL B NS 58 Brkele] S8 4850l e 4

A NYE (Table 3, 4). 53| vlFNY FAAS, AAke) S22k 10X10° ml ol3kd A7 24474
= FABZo|Y B Hudk Hlo] o)Alo] &= 79 BEEA] karyotypingo] W Y@ A A Q] AL
218t7] 1% DNARA o] Al@Elojo Ft)h DNAZME AsiNe 9Ivhrg o438 PCrRMol 7}
% &3] 35 ™ FISH (fluorescent in situ hybridization) 2 HAZZ3stG MY Fol oM = 7Fs3}t
o} 1 9ol= WHEZA] 3 in stiv hybridizationo] W} B zA 3l AMH oz Eolgt FHAt}

fo =
o
X
Lo
ok
i)
LN,
J%N

i3

i E T S

Table 3. Important questions concerning genetic history

- Repeated miscarriage in the patients or among realatives
- Previous stillbirth (especially when malformatins were present, or the cause of fetal death is unclear)

- History of malformations or other congenital disorders in the patients or their relatives (indication of kryotyping
remains to be assessed on an individual basis)

- Other couples in the family suffering from infertility

- Planned microsaaisted fertilization

Table 4. Indications for chromosome analysis

- Repeated moscarriage in the patients or among ralatives

- Stillbirths in the patient or among ralatives, especially those caused by malformations
- Are there persons with congenital anormalies or malformations in the family?

- Ate there other couples in the family suffering from infertility?

- Consanguinity of the patients or their parents?
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