mMaznsesgesluudaununlaudniinvinviaeuled 17-hydroxylase 17,20-lyase
R atuuny
AMnsesgesluunauvinlauaiila (congenital adrenal hyperplasia, CAH) 1Uulsa
AnUnfniefugnssuaiiniusies (autosomal recessive) Fsdnwaizynandtndunaainnisyn
gosluunnsfivea (adrenal insufficiency) $amfunavaIUIIMET (substrate) Tigatuainn1sIn
wulwfludunsunsairseaslau cortisol uarszduvassesluu ACTH figstu dedniluajazfsly
nau 21-OH deficiency wag 11-OH deficiency unAiaEnanEwaves 17-0H deficiency %38

CYP17A1 deficiency #sasilanwagnienadnuansaiseanty

FEUININED
Jalurliniinuilies Ao doundt 1% veanguitie CAH AMugnUszann 1 s 1,000,000 AY

dalvgmeaugUlsannussmausdauasau

nalnnsiialsa

fu CvP17A1 sgurlasiulengil 10024.3 1A 6.6 kb Uszneuse 8 exon YUAYBI MRANA
Uszanas 2.1 kb wufidenmuinlawaz sonads @3 coding region flvuna 1.6 kb léSuoula]
P45017A1 microsomal cytochrome (CYP17A1) au1d 57 kDa S lusuaunis 17-hydroxylase
wag 17,20-lyase n15v91u83 CYP17A1 fioge1de flavoprotein cofactor P450-oxidoreductase

(POR) &un1591191U884 17,20-lyase Aasa1@e cytochrome b5 (b5) cofactor $aufiu POR 6'2:;\‘1‘1713@@
felu“redox partners” dlosaniliu electron-transfer proteins

oulwsl 17-hydroxylase wag 17,20-lyase

Usznause 2 wind fie 17-hydroxylation waz 17,20-lyase @wwad 17-OH azifgitostu
YUUNS glucocorticoid Wag mineralocorticoid homeostasis N5LAL 17-hydroxylase ¥99a15
pregnenolone LLa¢ progesterone oy 17-OH pregnenolone ey 17-OH progesterone

Aua1U Tudiuued 17,20-lyase 281819897 UNNTAS 19803 IUULNA (sex steroids) 138 19-carbon

androgens Wag 18-carbon estrogens ('gﬂﬁ 1)



ACTH |—

Aldosterone

Cholesterol a9
N4
StAR--+| CYP11A1 58 7
3BHSD CYP21A2
Pregnenolone —Progesterone — DOC
S }’D’
~
~g :e’
CYP17A1 CYP17A1 * Corticosterone

3BHSD CYP21A2 CYP11B1 .
170H-Preg — 170H-Prog — —— Cortisol

CYP17A1-POR-b5

DHEA—— — — Androgens & Estrogens

(%
Y

JUN 1 Jupeunsasegesluy steroid Ndeunannle

msvmeulul 17-hydroxylase fisioumannla (§U 2) ildinsasisduwes corticosterone
HIUNIY pregnenolone Wag progesterone fUsmanfinanndu Tnedians deoxycorticosterone
(DOC) Bsfigqnis mineralocorticoid AxdiUsmaufinduannnd1 300 ne/dL Aunfigetiosnin 20 ng/dL
wazUIUN0UVB4 corticosterone 484 40,000 ng/dL AUnAfitiosndn 400 ne/dL BuiEaiUsTAU

989 sex steroids AU (AN5199 1 kA 2)

ACTH | -
Aldosterone
Cholesterol ,{9‘»/
.\Q l’
StAR--+| CYP11A1 o
3BHSD CYP21A2 ‘
Pregnenolone B Progesterone oC
H c)’p,
7
K Sk NS
! .
CYP17A1 iCYP17A1 Corticosterone—
1 4
1 /
3BHSD + CYP21A2 CYP11B1 . -
170H-Preg ------ + 170H-Prog Cortisol
CYP17A1-POR-b5
DHEA Androgens & Estrogens

Ul 2 nsa¥seesluy steroid resmnnlansdl CYP17A1 mutation



asneil 1 nswdsunlasessesluunsd 17-OH/17,20-lyase deficiency

gosluu msasuuUas
Progesterone gaunn
17-Hydroxyprogesterone i
11-Deoxycorticosterone gaunn
Corticosterone gaunn
11-Deoxycortisol i
Cortisol i
DHEAS T
Aldosterone i
Androstenedione FaTTan
Testosterone G‘hﬂﬂﬂ
Estradiol FaTTan

asneil 2 nswasundasassesluunsd isolated 17,20-lyase deficiency

gosluu mswasuuUas
Progesterone Un
17-Hydroxyprogesterone /e
Cortisol Uni
DHEAS T
Androstenedione FaTTan
Testosterone G‘hﬂﬂﬂ
Estradiol FaTTan
NSNANBNUG

wunnd 100 wia d@ulveiduwsiia missense %38 nonsense Funtsiinunszangluiig
1 Snnulndsunis C-terminus sustsiinuveslann suvds?l Y329 wWaswdu D, X e
frarneshift TAC 1Ju AA uay 418X suvsii R362 wWaswdu C wio H uaz suvisd H373
Waswdu L, N w¥e D uu exon 6 s Wa06 1waswdu R uu exon 7 uaz deletion a1 DA8T-
S488-F489 vide CATC duplication 71 D487-5488 Ui exon 8 FUefilimunisnaneusues

CYP17A1 1nnNANURAUNREIUTBI8U POR 1138 CYBSA



AnwuzNIeAaLN

nauftinnsaeulesiogneguuss wnuauinUnFvesnsaiseesTuuaiiesond
(steroidogenesis) Weeumnnlauay gonads \flosannisasieeesluy androgens Wag estrogens
fosedelauleyl 17,20-lyase ¥03 CYP17AL wag 17-hydroxysteroid substrates ﬁﬂﬂfuﬂswumw
pubertal failure Iﬂaﬁﬁgﬂw%ﬁafmzLWﬁmEJuaﬂL‘ldJurgm@ﬂ (female external genitalia) flosann
NM5UIRERSLUU testosterone (T) wag dihydrotestosterone (DHT) ﬁgﬂiuﬂfjm 46,XX ay 46,XY
karyotypes

fauslaglilanunsnadresesiuu cortisol launazlinun1ig adrenal insufficiency WWsgans
corticosterone axvimiiiiuny cortisol vauzdians DOC AdfisTuiliAna1y mineralocorticoid
excess %38 low-renin hypertension Aeanusaiingauazindeusinunaioud dainagnudisie
fvig) 1osanlmveadinazmevausssieans mineralocorticoids Ilaid nMsvmseslanmeilviin
172 sexual infantilism wag pubertal failure @un1391A 17,20-lyase activity fistounuanta vl
\inn13uIngaslu dehydroepiandrosterone (DHEA) Wag auus sulfate w38 DHEAS vilvilidl
ATz adrenarche Ao luiflvufioteazineauazsnud (pubic/axillary hair)

ﬁﬂ?ﬁlﬁlﬁ 46,XX karyotypes gnuseiiugasiuu gonadotropins ge3iufiugailuu estradiol
(E2) e zmuwnmgdetamizedlifiusesnufousia primary

ﬁﬂ?ﬁlﬁlﬁ 46,XY karyotype gnuszsiugasluu gonadotropins gesiufivaasiuu T 7o u
desaniletrzmameuenidugmds $3/U blind vaginal pouch wazlsifl body hair Fsfesusn
mﬂﬂzj:u 46,XY disorder of sexual development (DSD)

AUIEN1IE 17,20-lyase deficiency §U3gweazame genital ambiguity ATI9NUTEAU
testosterone, androstenedione Wag DHEAS ﬁﬁﬁgﬂwuﬂwgaaﬁﬂWUﬂaﬂuﬂﬂﬂﬂaLﬁ&ﬂLﬁﬂﬁ@ﬂlﬁLLﬁ
AMURAUNAYBINISIOSYLAULRURID eI LU hypospadias, bifid scrotum %38 micropenis @au
Fhemdjsazandedgmlsifivsediiou (primary amenorrhea) lnefilsifinusulafings

A1g P450-oxidoreductase deficiency (PORD) nsvmeulmidasvildnisinauees 17-
hydroxylase Wag 17,20-lyase anad anwagn1endlinagaagnaiun1ie 17-OH deficiency wang
PORD 9%ilsgfiu 17-OHP wagz 21-deoxycortisol Qﬂﬁﬁwﬁaqmﬂmiﬁwmumaq 21-hydroxylase
RaunALagnuRnAuUNAYeg skeletal S8 138091 Antley-Bixler syndrome ﬁumzﬁﬂa;m non-
classic 93TadelaRaUTN98IN WU NG low-renin “essential” hypertension fifiszsu

¥ a =

aldosterone sviseRaRANULTIBLTRUTEIIRDURAUNAVTBIQNYIN (subfertility)

ANMURAUNRIUNIIB91ULALA ovarian cysts wag cyst rupture ANNNSNITEAU

gonadotropins gu1uu vllaifinsanla (estrogen-triggered ovulatory surge)



N135313dY

mjméﬂwﬁmiﬁﬂﬁﬂmwﬁ oA ngu 46,XY karyotype #il female/ambiguous genitalia
33U inguinal/abdominal testes %138 g 46,XX #ifl primary amenorrhea uazliil secondary
sexual characteristics Ingvadasnguaznuaufilafingasufuindeuslnumadousi

A 46 XY AokEN3IIN NIULINILNU THoeN3N complete androgen insensitivity

syndrome, 50L-reductase deficiency Lag 17B—hydroxysteroid dehydrogenase type 3
deficiency TaefiEtae 17-OH deficiency a¢lsifidnwauzvesnisidngivan (feminization) Tads
AUNTONDUAUDIRDNIT TSN androgens N15Y1 ACTH stimulation test agwy adrenal
steroidogenic defect 1 cortisol/DHEAS/17-OHP #usl DOC wae corticosterone g9 elisziu

corticosterone Wag progesterone g4 N1SWUSEAU 17-OHP MfnagyieuenauiaUnfves PORD

leiwsiinanliihasiu mswenainngu 11B-hydroxylase deficiency (11[3-OHD) A sedu 11-
deoxycortisol kg androgens g Gumzﬁﬂ’cjm 17-OH deficiency 938
HURY 46,XX ABakenaNn1Ie gonadal dysgenesis Wag Turner syndrome Iﬂﬂﬁmju 17-
OH deficiency %ﬁ’aqumﬂajﬁ INWAEUDY Turner U lymphedema, wide carrying angle, cardiac
defects \Hudu
dungy isolated 17,20-lyase deficiency #aauenaINnEy gonadal dysgenesis Tutnegne

¢l ddnduves 17-0HP uaz Ad 7 baseline way hCG stimulation #99z1NNT1 50 TSR
DHEAS 7161
n135NWN

nsligasluu glucocorticoids

¥RV corticosterone USHaugvssnwEn1IENIvIngasiuy cortisol vinlviguielifin1ie
slucocorticoid insufficiency uagliitiin adrenal crises Farfunnsliren slucocorticoids waLwge1alyl
Fudu mslviseslmvnvsasiiuszleviieansziu DOC ilwanansnauauanufulafing i
inFouslnunaiFenldfitu wio1ana adrenal axis TfmaderonssgniaysruumnzUadn

n15l1eN mineralocorticoid receptor antagonists kagganAuAulaiia

61 spironolactone feifunsinwamsgunagldnai 1WuAeauen eplerenone daidungs
selective mineralocorticoid receptor antagonist ﬁumzﬁmﬂﬁmﬂa@ potassium-sparing diuretics
w amiloride agiuszdvan wlunsaungauduladinuazinfoustnuvadeulauslifivi
uaﬂmﬂ‘ﬁm mineralocorticoid receptor antagonists AzanNaLdYUDY mineralocorticoids #9
ooz w Wle vie ln dafuenadonshnissnwdeen hydrocortisone wia 10 aansy
Yuazads samffuen spironolactone wu1A 50 Tadniu Juag 1-2 Ads iemuaueLFUlafin A

RnUNRvawndaws Inwnaeulnelinasani1sng adrenal axis 4oy AAMIUNANITSNYIAIY TEAUAINY



filadin way indeustnunadon $auiu plasma renin activity WietaeUsurunen usidosrfisi
586U renin sgiAsuutasiumszgnnaY

N5lvge SlUUNAYALTELAZ N1THIAR

dwuitheidu phenotypical female $nfudeslisusoslumamdunive (estrogen
replacement) tieitgivan fihefifiungn (intact uterus) fadlsisaslau progestin $ae M5
131 withdrawal bleeding anaiinainU3unagesiuy estrogen filiifieanendessiugesluy
progesterone ‘1'71';1& Fansdindrenadeafinvungesluy slucocorticoid

dudy 46,XY il partial 17-OHD enaladudugune Fedodlisesluunamaiasuiosninnis
ahusesluumaneiienalsiifisame sl oy

AsvEnen e orchidectomy nseitatuidumends daunsalves 46, XX enanunniz
ruptured %30 painful ovarian cysts
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