Uwybkphywdutph Ynh puwdhu
nhu$nLuyghw

Uwlytphjwdubtph ytnuhph puwdhu
nhu$nLuyghwu (wunptungbtuhnwy uhunpnd, dw-YGphjwdubph
puwdhu hhybtpwyLwghw) hhjwunnLpjnLtuubinph punwdp E,npp
dunwug-ynLd £ wnLinnund-ntghuhy tnhwyny,nph hhdpnLd puljwé
E wmpwuyuwynpunwihvy uwh-nwynLgubiph $tpdGunutipnhg Jbyh
nt$tYynp,npnup dJwuuwlygnd bGu dwlybGphlwdutph ytnlnod
Unpunhgnith phnuhupbhyu:Ynpnhgqnith phnuhupbtqp hwdwawju
pwgwuwlwu hGunwnwédé Yuwuwh,ptpntd £ AKTI-h ubtyptighwjh
pwpéwgdwu npybu hGnmbwup Jw-YGphywdubph ytnnda
qupguwgnn hhwybpwLwaqhwjh L dGwnwpn hinubtph
Unrunmwdwuy,npp wju wpwwnwynnp Eunwwned <vywjunpnnid k
untinnhnngtutqhu.Uju $tpdEunwnhy fluwugwnpnLdutph
hhdpnLd pujwd k£ gtubiph nt$tynubpp,Nnpnup Ynnwynpned Gu
untpnhnubtph phnuhuptqh wu Yuwd wju $EpdEunp:

21-hhnopuhpwqujh wuyupwyjwpnLpjnLu

21-hhpnpnpuppwqujh nt$hghwnp -unmbpnhnngtutqh puwdhu
$tpitunwhy ppwugqw-pnLdutph wdtuywhwtwju  hwunhwnn
auu E: Uju hhjwunnipjuwuy hwiwjuwwunLpjnLtup wwppbp
whynLyjwghwubtpned nwwnwuyned k 1:10000- 1:18000
unpwdhuutiph dnn:UJdtuywwun hwwjuwwunLpjnLup pwpén k
GpynL JEynruwgywd wynwnL-gwghwuybtpnud” U gwuluwjh
Euyhdnuubiph dnunn 1:280 U 2unjuywu oyyhwununrd gwnuynn
Lw MnLuhnu YnqnLu-1:2100:

Ephningpw: 21 -hhnpnpuppwquwjh n&E$EYwnp YWuwydwuwynpyws
E CYP 21 qbtuh pwquwphy dnrinwghwubtpny,npp Yynnwynpned k
wju $tEpdEunp: AEup gnuynd £ 6-pn ppndnundh  juwpa
ninhynrd,hhunnhwdwwnbnbthnLpjwuy(HLA) gljuwuynp Yndywtpuh
Unnphu: CYP 21 qgbLtuhYy uUnwnhy qgunuynLd k CYP 21 P
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thubynnqgbtup:epyn. qbtutpp gunuynd tGu dbY unLytnunhnh
uwhdwunLu(120kb) Undytdbunh(C4A W C4B)snppnpn
Undynubtumhtpynr gbutph htn:Uju qtutppn pwpén hndnpngubp
tu pun  nph 21-hhnpopuhpwqujh  wpwuuyphwyghwynru
dwuuwlygned £ Jhwyu CYP 21,npu hp junnigjwdpned nLuh 10
Eygnuutp bW 9 hunpnuutp: CYP 21P hwdwpyncd k£ thubtynn-
gbvu,pwuh np wywwpnrtuwyned £ dh 2upp dnrwnmwghwubtip,nph
2unphhy phpbtug Ynnwynpwdé uwyhwwynigp Lhnyhu qpywé k
wlyunhynLpjnLtuhg:Ujuyhuh dntunnwghwubtpp uwpnn G pbptp 21-
hhnpnpuphpwquwjh  ppy Ywd  dwuuwyh  $tp-dEunwihu
wlywnhynLpjuu Ynpunnh:U4yjdd yuywpwognpyned £k CYP 21 -h
mnwuujwuy dnLnnw-ghwubtp,npnup pGpnLd tu P450c21-h
ntE$LEYnh:FAnujwd tu thnjuhwpwpbpnLpjnLuutp qtuh
Uninwghwih W hhjwunniLpjwu pupwgph dauh dhgl: StEuwjhu
2w Ynuybpupwubp gbuh thnfuwpyndp thubynngbuny,ptpncd
E $EpdtEunwhy wynpynip-jwu phy Ynpunhu,npp Yrhuhynpbu
wnunwhwjnyned k dhubtpwpnynpunhynhnutph
wupwjwpwpnLpjwdp W wnpunwhwjnywd
JUhphthqughwyny:Udtuwhwtwhu hwunhwynn uJUnLcnmwghwu, npp
pGpnLy k $tpdbEunjhu wlywnhynLpjuu whunwhwjnywd
Unpunhu,hwu-dwupynrd k UnLinwghwu 2-nn humnpnunLd
(12splice),npp pGpnLd k 2-nn huwnpnuh uthpwj-uhugh
lnwugqupdwp<uthpwjuhugp nw hunpnuutph htnwgnLdu
E,npnup sGu dwuuwly-gnLu npwuywuyphwyghwjhu>:Uju
UnLtnwughwu hwiw}u hwunhwynLLd k hhjwunnLpjwuu
dhutpwinynpgunn auncd:Zwdwju  hwunhyntd k£ YGwnwihu
UnLtnwghw 1 172N-nLd<172 nhppnid hqniGjghuh thnfjuwphuncdp
wuywnpwaghuyny,npp pbpnud £ P450c21-h 90-95% wywnhynLpjwu
Unpuinhuy,u YLhuhynptuy wpunwhwnyned k£ hhjwunnLpjwtu
JhphL atG-yny: Ybnwjhu dnLinwghwubtpp v281L ,P30L ptpnud Gu
$tpdEunh 50 % -h wywnhynr-pjwu Ynpunhu L Ywpnn Gu
wpnwhwjny bl dhghu b ptpl yhphthqughwyny (hhjwu-nnLpjwuiu
ny Ypwuhly dalup): L HLA-B qutph puhunn wwp W HLA -DR-
Lnynruutpny hhunnhwdwwmbnblh Yndytpup CYP 21 pnyL Lk
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wnhu oguuwagnnpdb HLA unhwywynpnidp guwhwwnbpnL
hGwmtpnghgnun GpGjluwubtph Udnun hhjwunwuwpnL
nhuyp:Un tynLywp nhwgununhwu,ynpp hhdujwd £ CYP 21
gbtuh UnLnnwghwih npn2dwy htwn,pnyyL £ nmwihu hwunwwnbp ud
puwgwnb hnpdnuw pPGuph wnnjnLuphg Jwulwdth
nhwgunqp: Zhduwuuntd nw Juplnp £ 21-hhnpopuhpwqujh
wnunuwwnuw uynhuhuqgh hwdwnp,pwuh nn 17a-
hnpopuhwypngquwnbtpnuh (170HM) hnLdnpw| dwpybpp
unpwdhuubph Udnun Jwnpnn k Lhub uwuwnbh
pwpdwgwd: Mnunuwwnw] nhwagununhluwh hwdwp dnGYnLpn-
gtubtunnhy dtpnnp hwdwpynrLd k dhwy 62anhwn
Jbpnnp hhjwunnLpjnLup W hp autpp wwnnh Unuwun
hwjnmuwpbtpbpnt hwdwn:

Nuwpnqgbubtiqp: 21-hhnpopuhpwquwu-dhypnundwy P450 Jwjujwy
$tGpdtEun k,npnp dwuuwygnru k Unpwinhqgqnph W
dhubGpwinynpmhynhnutph  phnuhuptqh  wpngbuhu npnup
nmpuwuubnpdugyncd tu ywle 17a-hnpopuhypngquuntpnuh L 11-
ntigopuhyYnpunhgnih’ ypngbuwmtinup thnfjuwpyned E
ntqopuhynpunhynuntipnuh:  21-hhnpopuppwquwjh  nt$hghwnp
pGpnLd £ Ynpinhanih yipnnniyghwjhu,wju kL hp hGpphu ppnud £
AKTIr-h utyntghwh pwpépnwgdwunp LW dwytphuwdwhu ytnlh
hhwtpwLw-qhwjh:Uwybtphyjudubtpp wywnhy wpunwnpnd Gy
unbpnhnuytp,npnup hwenpnnd Gy $EpdEununnhy  pLnyhu
(170HN) L wunpngtuutp,npnug phnuhuptqp uwpuywdé sk 21-
hhnpopuhpwquwjhg: Uhutpwinynpunhynhnwjhtu wnwppbp
wumnhGwuh wnpunwhwjnyjwdnLpjwu wupwyjwpwpnLpjnLup
hwjnuwptpjwd Lkt 75%tptluwutph dnn,npnup nLubvu 21-
hhnpopuhpwquwjh nEbhghwn: Uinnunbtpnuh b ntgopuhynpnhyn-
untpnuh dwwpnwyh hgignLdp ptpnud £ Na-C ntwpunppghwjh
heigdwup Gphjwd-utpnLd: Na-C Ynugbunpwghwuy wpjwu
2h6nLyncd hguntd £ U pwpépwuntd £ K-h Gph-Judwjhtu
ntwpunppghwu: Uju pwugupnrdutph wpnnLtupp hwdwpyned k
hhynuwwnphtdhwy, hhynwihtdhwu,wughnngpn W hGnnLyubtph
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YUnpnrLuwnp: o wwunwujuwu dhutpwpnynpunhynhnubkph
hegdwu,pwpépwuncd £ yiwqduwjh ntuhuyw-jhuy wynhynLpjnLup
WL pwpépwuncd £ wughnintughu 2-h dwupnuwyp:

Y huphuwlwy yunnlytpp

MpGuwwnw| $hwnphipqughw: 21-hhnpopuhpwqujh
wupwyjwpwpnLpjwu Yrwuhy alLp pG-pnLd k wwnnh
wunpngbuubph wybignLyh ubpwnpgqwunwjhu Ywupnrd:
Qununtd Eu np wyuninh wywnhy Jhphthqughwu uluynrd £k
hnhnLpjwuy 20-pn  2wpwphg,tpp abwynpyntd E AKTI-h
wonbtgnLpjnLtup tEdpphnuwp dwytphywdh Jypw W uluyned k
wpunwnpybpr Ynp-inhgqnp: UVunpngbtuubph ubpwpgquwunwjihu
wybignLyp ptpnud £ wpunmwphu ubnwwu op-quuutph wywnhy
yhphithqughwjh,npp wytih wpuwhwjnhy £ wnghyutph dnuwn:
Opu-ytine ywhhuy wnghlubph wpnwphvy ubnwwv opgqwuubpp
nLubunLd U phubpunLw] unnigywdp s hhyp hhytpunpn$hwjh
Gupwnpyjwd,ujunynLd tGu thnainh Juptpp nmwpptnp wunhtwuh
wnpunwhwnyjwdénLpjuu:Ywu nbwyptp Gpp Ybpwpgquwunwjihu
wunpngbvhqughwvy wjuypwu £ wpnwhwnyjwd np wpnwphu
ubnwlwu opqwuutpp Yypwynmhynptu hwdwwywwnmwujuwunicd Gu
nnwdwpnnt onqwuubtnphu W wnehyubphu ujuwpdwdp
ntghunpwghw Y juwnwpnid npytu nnw W nwunmhwpwyned Gu
npwbtu wnw: Upunwphu ubnwwu onpgqwuutph wwpptp
wunhSwuyh yhppthqughwv nwuw-juwpgnid 5 wunhGwuh:Gh2wn
hw2dwnypn hwdwpyned £ wneuw unpdwp wpunwphu ubnwywu
opnqwuutpp <yhphthqughwu pwgwywynid E>:4dhphithqughwjh
dwpuhdw] wunhtwuyp huwdwwywwnwujuwuntd £ mnwjh unpduwy
untpnhn gqbtuyhwnwiutphuy: dhphthqughwh 1-hu wuwmhwup -
Lhunud £ S hyh hhytwywmpn$hw W hG2nningh Ywuwh unpdng
UnLinp;yhphthqughwjh 2-wuwmhtwup-éLhyh hhytpunpnphw L Uts
ubnwwu 2nLpptnh dwuuwyh dhwynpntu: 4-5-nn
wuwnhwup 6 hyp hhybGpnpn$hwyh Gupwpy-ywd b abwynpyjwd
E  upw  qglluhyp,wjupupu S hyp hphEguntd £ undwy

wnuwunwuh,pwjg wunbtn wnw £ ypw YnpnrLpjnLup<2tph
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$hpuwghwuy>, nLnngbuhnwy uhuntup pwgynLd £ hhdpnud Yuwd
wnuwunwuh gLjuhyh ypw:tptluwutph dnuin 21-hhnpopuhpwquwjh
wupwjwpwpnipjuu wunhwuyp wyuvhwwnm wnwpptpgnud £ L
wywjdwuwynpyjwd k wnwehu hGpphu $tpdEunwjhu
wupwjwpwpnirpjnLuny,npp hp htpphvy ywwydwuywynpywd £t CYP
21 qgbtuyh dninwghwny:Rwyg huwpwynnp £ ywlk wpunwphtu
ubnwwu onqwuutph hunhyhnnLwyi qowjnLunLpjnLu
wunpngbuubph ujwwm-dwdp: Snwutph dnwn duybin. wywhhu
wpunwphuy ubbnwwu oppgqwuutpp hwdwww-nwuluwuntd Gu
GpGjuwh ubnhy,yupnn £t Yyjwwnyybp wnuwunwdh gLluhyhp
ujuwntbti h dGdwgnLu:

Mnunuwwnwy Yhphihqughw: Tuybkin,g hGwnin Gpyne ubnp
Gptluwubtnph Jdnin wunpngbtuyhqughwh uhdwywunndubpp wancd
Gu:Unghyutph dnnn dGdwuncd £ s hyh swthutpp b ujwwmyned k
unpw pwpjwénLpjnLtu:Snwubtph dnun ddwuncd Yy wunuwunwudh
swihubtipp, ujuwnyncd tu EnGyghwubip: Zwnjuwuwujuu k
np,wuunpngtuyhqughuwjh uhdwywunnUdubpp Jwnpnn tu
swpunwhwny by GpGluwh Yjuuph wnwghv 1,5 vnwpnud: 1,5-2
mwpned Gpyne ubnh GpGjuwuytph dnin wunwgwuynwd £ ubnwlwu
dwquwwpntd acne vulgaris, awjup Ynyunwuncd £ dyuwuwjhu
hwdwwngp hhytpunpn$hwih £ Gupwpy-ynrd:Yyjwuph wnwehvu
mwnpned hwuwyh wiép Lhunud £ wpwgqwgwd,puwyg nuypuwhu
mwnphpp gtpwquugnid £ wahu,nuypuhu gnuwutpp thwyyncd
tEu 9-10nwpElwunLd:

Mpt- LU Wynunuwwnmwp wunpngbvyhqughwh wuwnmhtwuyp 21-
hhnpopuhpwquwjh wuypwjwpwpnLpjudp hhjwunutph Jnwun
Jwpnn k nLubuw Uwuwyuh hunhyhnnrLwy
nmwwnwunLtdubip,unLjuhuly unLju punwuhpnLd gunuynn
hhjwunutph dnun:*w Ywpnn £ juwpujwd Lhubtp dGmnwpnihquh
hunhyhnnrLwy hwwnlwuh2utph hGwn W wunpngbuubph
ntgbywnnputph wnmwpptp wynmhynLpjnLtuhg Ynuynptn hhywunh
Udnun:

Pagel?2



un Ynpgunn uhunpnd-unpintn uhunpnd: 21-hhnpopuhpwqujh
wywnhyynLpjuwu phy Ynpnrum nLubignn 75% bGpbGluwubph dnun
P450c21 nbt$hghuniny ,ptpnud £ winnunbpnuh phnuhupbtqh
hegdwu:U nnuintipnup wywtwnp Lt Na-C unpdwy hndbtnuwnwqgh
hwdwp,upw nt$hghwnp pGpnLd k Gphywdutpny Na-C
Unpunhu,husytu  vywlk wnhuutpny LU ppunuw-gtnatpny:un
Unpgunn Yndynubunmutph wnywjinLpjnLup ,npp juwyyjwd £k
dhubpwpn-Yynpnnhynhn wuypwyjwpwpnLpjuu htwm,ubplujuguncd
E GpGluwjh Yuwuphu LnLpg yumwug,hbug Juuph wnwehu ophg
ujuwé:Tuybn 3-4-pn onp wnwewuncd £ hhwybp-gLhytGdhw,nnphg
dh pwuh op hGnn wnwowuntd k£t hhynuwwnphtdhw WL
hhynwihtdhw:Unbtph YnpnLuwnp hwugbtgunLu k
wnpunwhwjnyjwd gpnugnyduu b pw2h Ynpuinh: *6hhnpwwnwghwu
fjunpwuntd £ hwwh LW wnwwm thufjuntdubphg:PGpwwybtywnnhy
dhgngubph  pwgwlwynLpjntuyhg YJwpnn £ dpw hwuubl
Jwhp Ynpwwuh b wpnhngbtu 2njh wpnjnLupnLd:

21-hhnpopuhjwquyh nE$hghwnp Yywupy aup nGuypnnnLywnhy
$nLuyghwu:

2pnidjwd Gptjuwutph pujwwu ubnwwu hwunLtuwgniLdp
Lhuntd k£ nr2wgwé: UnghYutph dJdnwnn unijuhull Swypwhtn
wuwnh@wuh Jhphthqughwh dwdwuwly qupgwuntd Gu
Jwpuwaqgbtndtpp<ng wybti pwu 2-pn wunhtwup> L wnwewunLy
tu dtGuunpnrLwy wpunwnpnLpjnLuubp:Yywunuwynp
nw2nwuwjhu ghyLp huwpwynp k Jhwju wntyyuwuwn
gqunLtynynpnhphnwhuy pniddwuy $nuh  Jypw: Qupuwuubtpp
swithutpny thnppwgwd btu wynihhunngh wpunwhwjnnLpjudp:
Tw2nwuwjhu $nLulyghwyh luwugqunpdwu wwwnmliwnubkpp
wnwehuy hGpphvy wywdwuywynpjywd bGu duwlybtphlwdwjhu
wunpngbuyutiph Ynugtunmpuwghwh wybtignLyny,npnup GuznLd
tu gnuunnunpnyhuubtph ghyrhy ubyptghwu L GuzznLd LU
$nthynLth wnwgwgnidp,wnwg &y ptpnud $nhync h Juwnwdwda
wwnnpbtighw:Snwubkph Unun gnuwnubph $nLuyghwu
hwdtdwuwnwpwp wwh-ywuywd k pwu wnehyutph
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dnn:Utdwhwuwly spnidjwd hhjwunutph dnun hywpwynnp k
oLhgnuwybtpndhuw: enpynL ubinhp Gptjluwubph Udnun
gqunLtynynpnhynhnutpny nL2wgwd pnidnidhg huwpwynp k
hhwynpwipwudn-hhyn$hqup-gnuwnwjhuy hwdwwpgh jwnuw-dwd
wlywnhyjwghw hujwywu jwnwduwu ubnwwu
qupgqugnLu:Npwybtu onptup wu $LEuUndtup hwunhwynd £ wju
Gphluwutph Ununn npnug nuypwjhvy nwphpp pncddwu $nup ypw
hwuuntd £ wynipGpunwwinp™ 11.5-12nn wnghyubph dninlk L 13-5-
14 unwubtph Unin<ubiuwdwal. nuynph wnwgwgnLup>:Unghyutph
dnin ujunud bGu dJdGdwuw Yypdpwagtnatpp,unuubtnph Jdnuwn
wunpdhutph swthubpp: Pujwjwu ubnwwu hwunLtuywgdwvu
Juwnwdwd wwwmiwnp wu bGpGluwutph Jdnin Jdhugl {4bpg
wwnpqyuwd sk: Zpuwpwynp £ ubnwwu unpnhnutph wybtignLyp
thnjuntd Guy hhwynpwiwJdhly YGunmpnuubph qquwjnLunLpjnLup L
ywunned  tu uypwug hwuntuwgdwup: Uwlybphluwdwihu
wunpngbuubph wybignLyh wpwag ujuwqnLup
gunLtynynpinhynhnuyhvu ptpwwyhwh dwuwdwuywly uyuyuwuwnnd Gu
hhwynpwiwdhy Jr-Ppr_h  wpunwnpdwup,npnup uwnhdnpncd  Gu
gnuwnnunpny UL gnuwnwjhu $nLuyghwu: 21-hhnpopuhpwqujh
Jwn hujwwu wynLrptpunmwwnmp Juunwguncd £ wap bW yjwhwugnied
E wunhgnuwnnunpny ntE$hghnny pEpwwhwjh dhwgdwup:

-21-hhnpopupjwuquyh n&$hghunny hhduwunutph
thuhfunkdnghnuw] hwwnwuh2ubtpp:

ZhjwunnrLpjwu Jhnhpy autph dJdwdwuywly hunblEyunnLwg
qunpguwugnidp wugqupjuwdé sk:26u ujuwwnybp wybth pwpén 1Q
wju GpGluwutph dnun:dhphy aéuny wnghyutph dnwmn wpnn Gu
gbpwyzntl mnudwpnnLty hwnnLy puwynpnrpjuu gdtp:Unpintp
auncd Yphqg wwpwdéd Gphluwutph Jnin hhjwunnLpjniLup
nLntygynrLd k whunwhwjnywd nthhnpwwnwghwyny:Un
GpGluwutpp Jwnpnn tu LhutkL gwdpn huwnbLEynny W
ndjwpnLpjnLuubp nLubuwu unynpbnL pupwgpnLy:
Uwujwyuwu hwuwyncd b yhphy éunyd, b unpintp auny hhjwun

wnehyYutph dnin wpnn £ yuwwmybp Juppwaghd,npnp hwwnniy k
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nnwubtphu:Rwyg wju thnthnpjunLpjnLuutpp ng pnpnp wnghyutphu
tu hwwnnily: Uju hhjwunutph dnn npwbu onptup ubinwlwu
hnGunh$hjwghwu hwdw wwnwu-juwuncd k Jwuwgh
mhyhu:Zwqunby pwgwnnipjntuubpp uwyyjwd LU nL2
nhwgununhwjh htwn,pp  wndéhy LGpiluwu wWnLpbpunwiwn
mwnphpnid nwunhwpwyyned £ npybu tnnw:Rwjg uncjuhuly wju
ntypncd qgpnLynynpnhynhnubph uvwuwyncdp pbpned k
Undpwgbtndtph dJtdwgdwu,nw2nuuwjhuy ghyh wnwowugdwu L
hhwunutpp hwdwawjuyned Gu ubinp thnjutpnLu:

21-hhnpopuhjwquyh wupwywpwpnLpjwu ny Jywuhly du

21-hhnpopuppwquwujh n&$hghwnh n; YJrwuply aup punhwuncp
hwtwhiwjwunLpjnLup wynunrgywghwyntd 2uun pwpép £ dhuslh
0.3%:Uh pwuh Epuhy pjudptph Jdbtg hwunhwyntd £ vywlt 1.6%
-3.7% : 21 -hhnpopuhpwqujh wupwywpwpnLpjuu ny Ypwuhy éalh
dwdwuwly 21 -hhnpopuhpwqujh wynmhynLpjnLup nmwwnwuynrd k
pwjwlwuhvy JGé& uwhdwuntd bW upnn £ uqubp 20 -60% :Upw

htwn Yuwywd hhytpwunpngtuhwjh ULhuhjuywu
whnunwhwjnnLpjnLuutpp Jwpnn tu LhubL
nmwunwunnuuwu:tptjuwutnph dnin ng Jpwuhy aduh dwdwuwly
Pwgwywyniu Gu Wnumnuwwnwy YyhphLthqughuwjh

uhdwywunnudubipp: 0uybinLg wnehy GpGjuwutiph wnpunwphu
ubnwlwu opgqwuutipp abwynpjwd v Juwuwgh wmhyh udw:
Zwqwnbtwy nbyptipntd Jwpnn £ Yywwdby & hyh ptpl
dGdwgnLd U 26pnLd hGinhuy pwpép nhppnid dhwgnied:Nsg Ypwuhy
auny Gtpyn. ubtnh GpGluwubph dnn  hhduwwu hwtwhu
uhdwwnndp hwdwpynrLd k gwjLwjhu 2ngwuncy W
wunLpwthnubpnid Juwn dJwquwwpnidp (apgpeHapxe) : Ljuwnyned
E ‘uuwl wth whwagugnLu W nuyptph hwunLuywgnLu:
td'utnwhwunLuy wnghyutph dnun,W'dtdwhw-uwly uwuwug dnun
21-hhnpopuppwqujh ptpl nGShghwnp wpunwhwynynid  E
hhpunLinhquny: 2uywnuwynp tu nw2nwuwjhu ghyrLh
fluwugwnpnLdutip,ajupwuutph wnLhyhunnqubtnph
wnwowgnid,npp ptpnud £ wuwywnnnLpjuu: Rwjg 50% Jwuwug
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dnwnypwuhy alh nt$hghwnh dJudwuwy ntwypnnnLywnhy
$nLuyghwvu lnwugqupywd sk:2Znpunuwi uwhdwuubtph
$GpdEunwnhy fluwugqupnLdubtiph nhwoaunqgh hwdwp’
utpyuynLdu ogunwgnpdyned £ uintpnhnngtuybtgh pwugqwpniLdhg
wnwowgwd phnphdhujwu unwunwpunp,nph hwdwéwju 17-
OHMN-h Jwjwpnwyp pwpdpwuncd £ huywybu hhduwjhu, wjuwbtu
kL AKTIr-ny unnpunrLpwgubinLg htwnn:

Thwqununhlwu:

21- hhnpopupjwquyh nt$hghwnh ubtnuwuwnw; nhwqgunumnphlwu:
LvEinuwwnwp nhwgununhjuwu Yuwuwmwpyned E  unpwdhuubtpp
dnn,npnup nLubtu wpunwphv ubnwwvu opnquuutph phutpunLwi
Juwnnigywdp L mnwutph dnnn npnug dnwn Yhuhynptu wnw k
unpinbip uhunpndp: Upunwphu ubnwluwu ongqwuutph
phutpunL,w YJuwnnigywdpny uUnpwdhuutph dJnin wbtwp £k
wuyhwwywn dwuyjuwywu Eunnyphuningh W nLnnpngh Ynnuhg
Unuunrpnwughw YJYwuwnwnpyh @ Ubnwuwhvy quudwu dwdwuwly
wnwlhuy pjuunhpu k£ 2k , pbt gnuwnubtpp 2n2uthyncd Gu
Gpuwunyjwd thnainh  2ppwuntd (UGS  ubinwwu 2nLppbph
2pgwuncd) Ywd wanLtywihuy junnnjwyh 2pgwuncd:éniL2wthynn
gnuunubtpp guwhwwnynid bGU npwybu wdnpédhubtp: ‘vpwug
wnwjnLpjnLup pwgwnnid £ 21-hhnpop-uhpwquwjh nt$hghwnp:Uju
ntypncd nhwgunqgp nmwpyned £ wdnpédhutph nhuyhvutqhwh W
Utind wnwdwpnnt hGpdn$pnnhnhqdh wnwpptnp autph hbGuwn:
Ywwnwpyned £ thnpp Ynuph opgquuutipnh unungpw$hw:Upgquunp
wnywjnLpjnLup WL 2n2uthynn gnuwnubtpp junund  Gu
wunpdhutph nhugbtuytqhwh Jwuhuy(hwqunbtwy -huljuywu
hGpnudn$pnnhwnmhquh Jdwuhu):Upgquunh pwgwywinLpjntup L
2n2uthynn  gnuwnubtpp pjununtd v jGndéd wnnwdwpnno
htpndw$nnnhunhquh dwuhuy,nph hhduwjwu ywuwwnmdwnp juwyywd
E wunpngbtuutph dJbtwnwpnithquh wbph$tphy ppwuygqupdwu
hGwn:eptjuwh dnin gnuwunubtph pwgwwjynLpjnLup , b wpnwphu
ubnwlwu opgwuutiph phutpuniwp Ywnnigjwdpp yuywuwnbih

Pwpapwguncd k 21-hhnpopuhpwquwjh nt$hghwnp
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wnwjnLpjnLup:Yju nbtypnd wbwnp £ wuhwwywn hnpdnuuwi
puunLpjnLu: 21-hhnpopuhpwqujh nt$hghwnh hhduywjwu
gnigwuh2p hwdwpyned £ 17-OHMN-u wpjuu 2h@nLyncd:Ypwuhly
abh dwdwuwlyl7-OHN-h wywpnLruwynLpjntup dnn 10 wuquwu
gbipwquugnid £ unpdwwnhyubtiphu: 17-OHMN-h hGwnwgnunnLdp
gnigywd E pninp  unpw-dhubphuy,npnup nLubvy wpunwphu
ubnwwu onpqwuutph wundwpihwubtn W snLutu 2n-2wthynn
wunpdhubtp:Vhwdwdwuwl npn2nLu tu JUwphnnnhwp:tpt
Uwphnnhyp 46xy £ W nLtuh wpunwphu ubnwwu opgwuubtph
phubpunLw Juwnnrgywdp 95%ny huwpw-ynp k 21-
hhnpopuhpwquwjh nt$hghnh wnwjnLpjnLup: 17-OHMN-h 2wwn
pwnpéd dwiwp-nwyp Ybpguwywu hwunwwnned k£ Jbpguwywu
nhwgunqp:Uuyhwu GpGluwutph Jnin npnup nLubighp Gy
Suunwptpuwjuu wnmpwydw,duybl Gy gwdp pwny hnhnLpjwu
unpduwp dudwuywwhwnyjwdnid: 17-OHMN-h Jwwpnwyp Yuwpnn
E LhubL pwpép 21-hhnpopuhpwqujh nt$hghinh pugwuwjnLpjwu
ntypncd: Uju nbyptnpntd junphnLpn £ mpyncd npn2tp 17-OHMN-h
dwwpnwyp 2-3-4 wugwu 5-7on huwmbtpjwiny: 17-OHN-h
dwwpnwyh pggnudp nhuywdhyuwynid pnoyp £ nmwhu pugwnbi
21-hhnpopuppwquwjh ntbhghnh wnywjnLpyniLup: Unpinkp Yphqh
qupquwgnudp  21-hhnpopuhpwquwih  nbt$hghnh  dwdwuwy
hwqwnbtwy £t hwunhwyntd unpwdhuutph dnwn,wju G Jwuph
wnwehuy 7 opp: PRFwg Uhusy hnpdnuwp gnigwuh2ubpp
ulnwuywpp,pnitnp  BpGjuwubph dnin wbnp £ wpnuwuu  Jdbg
ELGyunpn hnutph dnuhninphug Juwwnwpbp: K-h pwpédpugdwu W
Na -h hgbgdwu nbwpnid,npp nunblygynd £ unpinbp uhunpndhp
Uhuyhyuwwu wpunwhwjp-nnLpjntuny LU wnw £ ubGnwywu
onqwuutph phutpunLw] junnrgywdp,ybtinp £ nhnbt nhybu 21-
hhnpopuhpwquwjh nt$hghnh wpunwhwjwnnpjnLty b wuhwwywn
uwuwyb pnLdnLd suyuwubpny hnpdnuw puunLpjuu
wnnnLupubphvu:Anpnp mnw unpwdhuubtphv ,npnug Unwn wnyuw
tE hphwytpwihtdhw,hhynuwwnmphtdhw W hGnnLyutph YnpnrLuwn
wuhpwdbwn £ unnLgbip 17-OHN:
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21- hhpopujwquyh nt$hghwnny unpwdhuubph uyphuhuqp : 21-
hhnpopuhpwquwjh nt&hghwnny hhjwunubph nhgununhyuwjh
hhduwlwu wwhp hwJdwpynLd k YLhup-Yuwywu
wnpunwhwjnnLpjnLup:Yywuph wnwehu onptphu wnghyYubkph
wnpunwphvy ubnwwu opgqwuutph 4yhphthqughwu W unpwnbtp
uhunpndh qupqugnidp,tpbjuwutph dnn pny £ nmwphu dunnwdbi
hhjwunnLpjuwy wnjuynLpjuu Jwuhu:Snwubtnph dnin yhphy éup
nhwgunqyncd £ Jhwju Yjuuph 4- 5-nwupned,2uynphhy Jyuwnuwdwu
ubnwwuy hwunLtuywgdwu uhdywnndubtph:Nuypwhu nmwphpp wju
ntwpnd gbpwquwugnid £ wud-uwgpuwjhuy mwphphu:Uhusl 30%
wnehyubphu wpnwphuy ubnwwu onpgqwuutph Jdwup
JUhphthqughwyny,ujuwdwdp gpwugnid Y npybu wpwwu ubn:
Uhuslh 30 % wmnwubtpp unppintp dauny dwhwuntd Gy Yjuwuph
wnwehu optphu,pwuh nnp hhjwunnLpjnLup Jduncd k
shuynuwpbpnjwd: Nphwbtuqh fjunLuwthbup wjunnpn2dwu
ufjuwutphg wbtwnmp E Juunwpbup vbtnuwunwp uyphuhug 21-
hhnpopuppwquwjh nt$hghnh uywundwdp:Uyphuhugh hhdpnrLu
puywd £ 17-OHN -h Jwwpnwyh npn2nudp wpjuu snp uwphpned:
Upjwvu Ywphth udniz2p ypgynud £ SuybipnLg 42-72dwd hbwnn
y<Shnjuwug-ynd $hpinpwgunn pnph ypw bW nLnupyyncd hwwnnry
dwuuwghnwgywd Lwpnpwwnnphw: Thwjwu wnnjnLup
unwuywpnt nbtwpnud ,Gpbluwu wuyhwwywn hG-nwgnnynd k
dwuuwgbnutph Yynndhg LU Juwwumwpyned £ 17-OHNO-h YnpYuwyh
wuwhq wpjwu 2hBnLynLu:

RnLdnLdp:

21-hhnpopuhLwquwyjh nt$hghwnh  ujuundwdp pGpwwhwyjh
hhduwlwu dJdbtpnnp hwdwpyned £ gpyniynynpunhynhnuwjhu
pEpwwhwuy,npu puyancd k AKTT -h
hhwtpubyptghwuy,unpdwihqugutiny dwybtphlwdutph Ynndhg
wunpngbuubnph wpunwnpnLpjnLtup:0Ogunwgnpdyntd tu wmwpptp
wyntywnwwnubp npnup nLubtu gqunLynynpnhynhnwjhu
wlywnhynrLpjnLu ypbnuhqgninu,Ynpinhqgnu,npuudtnuwuqniu:

epuwp wqnbgnipjuu  uhuptphy  qpynLynynpunhynhnwjhu
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wnptywnwwmubtpp (ynptinuhqnnu,nbpuwdbnwiqnu) wbdh
wnpngbuntd nLubu pwgwuwlwu wqnbtgnipjnty L Juwpnn Gu
ptnptL gtpnnquynpduwu uhdwywunnudh:eptjuwubnh dnwnn npnug wah
qnuwubtpp pwg tu "Thhduywwuncu thnpp wmwphph
Gptluwubtph,wdtuywowinhdw wnpbtwywnwuwmp nw
hhnpnynpunhgnuh wuwpngubnpu tu hwptph alnyg
(Unpnnhubk$,Pfizer): Zhnpnynp-nhgnuph ulqpuuywu onwlwu
nnqwu npp wbwp £ Yjwuph wnwghy mnmwpnud Gphluw-utph AKTT -
u Gsu2tint  hwdwp,upnn £ hwuulty dJdhush 200qg/d?-Ruwyg
hhnpnynpunhgnuh 254qg/U? nnqujh ogwunwognpdnLdp bGplYuwp
dJwdwuwly Ywpnn £ ptptp wah wpunmwhwynyjwd nrzugdwup Jud
Jwughiu: Uwujuluwu hwuwynrLd gqunLynynpnhynhnuwyhu
gtipnnquynpnedhg wih htwn Jduwip yGpwgubip huywpwynp
sk, unLjupuyy bGpbt wpbtywnwwwnmh nnqwubtpp hpebgynLd Gu:
UhehunLd hhnpnynpunhqgnuh opwjwu nnquu wtwp £ thuh 10-15
dg/d2z:Mptywnwmnubpp punnLtuncd Gy opwjwvu 3 wuqgqwd hw-
Jwuwn swihwpwdhuubtpny: (d. 7.00 - 15.00 -22.00) Uju
GpGjuwubph dnun,npnug wth gnuuwuybtpp dnwn Gy thwyybinLu
huwpwynp k Gpnywpwwnby wgnbtgnLpjuu
gunLynynpinhynhnutph oqgunwagnpdéndp,npnup nLubuy wybh
wnpunwhwjywd AKTr-auznn E$GEYwn:Uju wnpbwywnwwnmubkph
swihwpwdhup onwlwu wbtwnp k hwdwuywwnwujuwuh
hhnpnynpunhgnuh 10 -15 Uqg/U? hwdwpdbtphu: (wptinuhgninup 2
-4 Jg/u?,nbGpuwdbnwugnu 0.25 -0.35Uq/u?):AKTIr-h ubkyptghwu
dwpuhduw Gu2dwu hwdwp wnptnuhgninuh onwjwu
swihwpwduh 1/3 -p vawuywyyned £t wnwynunjuu dwudbpnhu(7.00)
W 2/3 -p pubtipnLg wnuwyg (23.00): TEpuwdbinnwgnup vawuwyyned k
dhw-ujwg LU Gpeynpuu dJdwdbtphu:epbjuwutph Jnwnn 21-
hhnpopuhpwqujh wupwyjwpwpnLpjuu dudwuwl wuhpwdbtawn k£
dhubpwinynpinhynhnutph LhwgnLghy Uwuwynrd,nph
gnignLdubpu Gu

® K pwpan dwwpnwly wpuwu 2hGnLyncd,unpintip uhunpnudh
YLhuhjwwyu pw-gujwynLpjudp
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® wnuwu wLwqdwnetd pwpdp nbuhuywhvy wyunhynLpjniu, K
unpdwp Jwwpnwy b wn Ynpgunn Yhuphjwlwu uphdywnndubh
pwgwwjnLpjnLu:

Unpinhubt$h swihwpwdhup JuqunrLu k 0.05 -0.3 Ug
onwjwu:tptjuwubtnph opjw nwghnuntd dwnguncd tu YGpwyph
wnh LhwgniLghy puwy opp dhusl 2q pwd:
dhutpwpnynpunhynhnutph onpwwu nnquu vYwuwynrd bGu
GpynL punnLuncdny (8.00 L 18.00):

Jhpwpnidwwu dhgwdwnnLpjnLu:

Ywwnwpynud £ hhytEpunpn$hwih Gupwpyywd s thyh nbtqblyghw L
nLtEngtuhnwy uhunLuh pwgnLd npp wybwnp £ juwwnwpyh GpGluwgh
Ywuph wnwghuy nmwpnid: *tnwhwu wnghyutph bW Gppnwuwpn
Jwuwug dJdnnn YJwpnn £k wnwowuw] wuhpwdbannLpjnLu
UnpYuwyh yhpwpnidwjwu dhgwdwnniLpjnLuy,npuybiugh dabwynpyh
ht2nnnguwdnLinpp: Upnwphuy ubnwwu opgquwuubtph wypwunhlyuwu

Ywwwpynod £ dhwju gyntynynpinhynhnwjhu pGpwwhwihg 3 - 6
wUdhu hGwnn:

Oqunuwagnpdjuwd gpujwunLpjnLu
1.0epoB UN.N. BonesHn SHOOKPUHHOMN CUCTEMBI.

2.0epoB U.N. ,CemnuyeBa T.B.,NMeTtepkoBa B.A. lNonosoe

pa3BuTue neTen: HOPMa M nNaToJiorumi.

3. Tionbnakos A.H. KanvuH4YeHKo H.10.
KJIMHU4YeCKasa,ropMoHasbHana 7] MOJIeKyJiIspHO-reHeTu4eckasn

XapaKTepucTuka 0osibHbIX C HegocTaToyHocTbio P450cl7.

4.Charmandari E. Congenital Adrenal Hyperplasia Due to 21-
Hydroxylase Deficiency: Alterations in Cortizol
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