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HlarsIMBI

ChBIPTKBI JKBIHBIC aF3aJlapbIHbIH IYPHIC
OpHajacIiayblHa YKOHE JJaMbIMaybIHA,
OOPEKI NaybICKa



AYpPYIbIH 1aMy TapUXbI

Tya OiTkeH natornorns. TalWKeHT KanacbliHOa
TEKCEepInin, con »akra eM kabbingaraH. 2013Xbirbl
HHUML 6as3acbiHoa Tekcepinin, ypoHedporiorus
benimiHe onepauus XKYprisy MakcaTtblHAa
XaTkbi3blnFaH. KaBepHo3Obl OeHeHl anbin Tacrtay
YKoHe TambIp adKLlanapblHa
rmaHgcayToTpaHcnnaHTayms, CbIPTKbI XbIHbIC
epiHOepiHe nnacTuka XacanfaH. 2014 xbinsl HHLMO
9HOOKpPUHONOrbIHaA Tekcepinin, Kopted Tabrnetkacshl
10Mr TafranblHOANFaH. OHpan npenapart
bonmaraHabIKTaH NPeaHMN30SI0H KabbinaaraH, Kasipri
yakblTka OeniH e3 OeTiMeH [go3acblH TeMeHAEeTin
KYHIHE 1 TabneTka KogaHaabl.



OMip Tapuxsl

bana I11 ’KYKTLIIKTEH, 111 Oocany,
canmarbl-3400rp, Oo0MBI-50cM  OONBIIT AYHHETE
KEJITEH. bipneH aliKauJiarag. JKyKkTimik
AHEMMSIMCH, TUIIOTUPEO30CH OTKECH.

Ousunonorusanelk 0OocaHy. backlHaH ©TKI3reH
aypynaapsl: xenmemek, JKPBU, anuruna.
AnJieproaHamMHeE3: aHbIKTaJIMaraH
TyYKpIMKyaJIayIIBUIBIK aypyiapbl: aHBIKTaIMaraH



/AKaansl Kapay

JKannbl YKar1anbl CaJIBICTBIPMAJIBI
KaHararTaHapiblK. Ec1 — aHbIK. JleHe O1TiMi
E€pKEK THUIITI, Keylae OeniMml kamMOac aymarbIHA
KaparaHIa K€H OpHajacKaH. Tepl KaOaThl »KoHE
KO3T€¢ KOPIHETIH IIBIPHIIITEI KadarTaphl Tasa,
KaiabInThl TycTec. IlleTkeplr numda TyuiHaepl
yJIFaiMaraH, aybIpChIHYChI3. MuHaaauHanap
yJIFauMaraH. AHKAChI ThIHBIIII.

TipeKk-KuMBbLI KYHeCt: N1e(hOpMansChI3.




TbIHbIC any Xywneci: Keyae kneTkacbl kKanbinTbl
doopmansbl, TbIHbIC anyfa €Ki XXaKTbl
CUMMETPUANDbI KaTbiCcaabl.

[lanbnaumana — ayblpCblHYCbI3, AaybIC Aipini
cakTanfaH, cepnimainiri cakranfaH. TAX —
18MuH. [epKkyccmnsiga — cMMMETpUuanbl 0aprblK
eKne anaHblHOa aHbIK NepKyTopnbl AbiObIC.
AyckynbTauusiga — BE3yKynspIibl nblObIC,
cbipblngap ecTtinvenal.

’Kypek — KaHTaMbIp XKyneci: Kypek aumarbl
BU3yanbAai e3repicci3. CanbICTbipMarnsbl XXaHe
abcontoTTi Wekapachl kanbinTbl. 2Kypek ToHaapsl
aHblK, putMmal. KK — 80peT MUH. PS-80MUH.
AKK-110/70MM.pT.CT



AckopeiTy xkyiect: Tim Taza, purFangbel. Inm KyMcak,
aybIPCBIHYChI3. baysIp MEH KOKOaybIp
nanpnanusaanOanael. Hoxicl peTTi, mnHae/are .

Hecen 1mpirapy kyueci:bylipek almarbl BH3aJIb/I1
o3repicci3. COKKbIIay CUMIITOMBI €K1 KaKTa O1pAeH Tepic.
30p LIbIFapyhbl €PKIH, KAIBIITHL, aybIPCHIHYCHI3.
OHJIOKPUHJAl _ CTAaryc: caiaMak-48Kr, JKacel- 15k,
oonbl-149cm. UMT-21,6

Ou3nKaAIBIK JaMybl KaJbINThI, »XacbklHa cau. KajkaHia
MaHbI 0€31 YIFaliMaraH, aybIPChIHYCHI3.

Jlaybeicel — nepekl. CyT Oe3aepl maMmbiMarad. I eHuTanmuim
EpKEK THIITI, TYKTEeHY KO0K. Ma 1, P1, Ax1, Me0




Bpoowoennaa  oucynkuua - Kopui
HaonoueuHuKkoe (aJpCHOr¢HUTAIbHbIN
CAHJIPOM) - Tpylma ayTOCOMHO-
PELIECCUBHO HACJIEYEMBIX HApPYIICHUU
CUHTE3a KOPTUKOCTEPOMJIOB. bolee
yem 90 %0 BCEX CIy4acB
aJIpCHOIr€HUTAJILHOTO CHHpPOMA
00yCIIOBIICHO nepUIUTOM 21-
TUAPOKCHUIIA3HI.



ITHOJIOT U

*I[en ¢epmenTa 21-TUapOKCUIIA3bl PACIONOXKEH Ha KOPOTKOM IIjIeye
xpoMocoMmbl 6. CymiecTByeT JBa IeHa - akTuBHbIM reH CYP21-B,
KOAUpYyOImun 2 1-ruapokcuiiazy, 1 HeakTuBHbIA TiceBaoreH CYP21-A.
OTH TE€HbBl B 3HAUUTEILHOM MeEpe TOMOJIOTWYHBL. Hammuwme psgom c¢
KOAUpyoImuM  reHoM  romojiormdHor  JIHK-mocnemoBarenbsHOCTH
3a4aCTyI0 BEJIET K HAPYIICHUSAM CHAPUBAHUS B MEWO3€ W KAK CJICICTBHUE
3TOTO - K KOHBEPCUHU I'€HOB (MepeMelIeHre (hparMeHTa akTUBHOTO T€HA Ha
IICEBJIOTEH ), TUOO K JACICHMN YaCTH CMBICIIOBOrO reHa. B oboux ciydasx
(yHKIIMSI aKTUBHOTO reHa Hapyiaercs. Ha xpomocoMe 6 psiioM ¢ reHamMu
CYP21 naxomarcs rensl HLA, KoTOpbIE HACHEAYIOTCS KOJJIOMUHAHTHO, B
pe3yJbTaTe€ 4Yero y BCEX TOMO3UIOTHBIX CHOCOB OYAET OIPEACHsiThCA
nneaTnuaeiii HL A -rammornn



IlaTorenes

] laTroreHeTnyeckou CYILIHOCTBIO
aAIPEHOT€HUTAJIBHOTO CHHIPOMA SIBJISICTCS YTHETCHHUE
BBIPAOOTKM  OJHHUX  KOPTHKOCTEPOHWJOB  IIpH
OJITHOBPEMEHHOM YBEJIMUYCHUU BBIPAOOTKH APYTHX
BCIICACTBUE Je(dULIMTAa TOIO WJIM HMHOTO (PepMeEHTa,
00€CIEeUNBAIOIIETO OJIMH M3 3TAOB CTEPOUIOICHERA.
B pesynbrare peduumra P450c21 Hapymiaercs
nmpolecc nepexoga 17-rugpokcunporecrepona B 11-
HE€30KCUKOPTHU30JI 5| IIPOreCcTEpOHA B
NE€30KCUKOPTUKOCTEPOH.



TakuMm o00pa3oM, B 3aBUCHUMOCTH OT BBIPAXKXEHHOCTH JeduIInTa
(¢epMeHTa pa3BuBaeTCA JAeUIUT KOPTH30Ja U albJOCTEpOHA.
Jebuuur  Koptuzona  ctumyaupyer — npoaykuuro  AKTI,
BO3/ICMICTBUE KOTOPOIO HA KOPY HAAINOYEUYHUKA IIPUBOIUT K €€
TUIIEPIJIA3MH W CTUMYJISIIUM  CUHTE3a KOPTHKOCTEPOHUJIOB, -
CTEpOUJIOT€HE3 CMEIIaeTcs B CTOPOHY CHHTe3a H30BITKa
aHJIPOreHOB. Pa3BUBaeTCAd THUNEPAHAPOTCHUS HAANOYECUHUKOBOTO
reie3a. KiouHudeckuil  (PEHOTHUN  ONpPEACIseTCS  CTEIECHBIO
aKTUBHOCTH MyTupoBaBmero reHa CYP21-B. Ilpm ee mnomHOU
yTpare Pa3BUBACTCS COJIBTEPSIONIMKA BapHaHT CHHApPOMA, IIpU
KOTOPOM HapyIIaeTCs CHUHTE3 ITIFOKOKOPTUKOHUIOB I/I
MUHEPAJIOKOPTUKOUI0B. IIpu coxpaHeHa yMEpPEeHHOM aKTHMBHOCTH
(epMeHTa  MHUHEPAJIOKOPTHMKOMJHASA  HEJIOCTAaTOYHOCTH  HE
Pa3BUBAECTCS B CBSI3M C TE€M, YTO (PU3MOJIOrMUECcKas NOTPEOHOCTh B
aJIbJIOCTEPOHE IIpUMEPHO B 200 pa3 HMKE, YEM B KOPTHU3OJIE.



Brigensator 3 BapuanTa aedunura 2 1-
TUAPOKCUIA3HI:

* nepunutT 2 1-ruapoKcuIassl ¢ COIbTEPSIOIIUM
CUHIPOMOM;

* IpoCTas BUPWIbHAS (popMa (HEIIOJIHBIN
neumut 2 1-ruipoKcuiassl);

* HEKJIaccHuueckas popma (ImocroyoepTrarHas).



J/IlmarHocruka

OCHOBHBIM MapkepoM jaeduiuTta 21-ruapokcuiiasbl
SABIISICTCSI  BBICOKMM YPOBE€Hb IIPEHIICCTBCHHUKA
KopTu3oja - 17-rugpokcunporecrepona (17-OHPg).
B HOpMe OH HE NPEBBIIIACT 5 HMOJIL/I. YPOBECHD
17-OHPg 601ee 15 HMoab/11 noaTBEpKAACT ACPUIIUT
21-rugpokcuiasbel. Y OOJBIIMHCTBA ITALIMEHTOB C
KJIACCHYECCKUMM  (hOpMaMM  aApPEHOT€HUTAJIBHOTO
cuHapomMa ypoBeHb 17-OHPg mnpesbimaer 45
HMOJIb/ .



JleueHue

* ICTIM Ha3HA4YaeTCs TaOJICTUPOBAHHBIM
TUAPOKOPTU30H B CyTOYHOM pgo03¢ 15-20
MI/M” IOBEPXHOCTH Tela WIN HMPEIHU30IO0H 5
mr/m°. Jlo3a pazbuBaercss Ha 2 mpuema: 1/3
Jlo3pl yTpoMm, 2/3 103l Ha HOYb A

MAaKCHUMAJbHOTO  IIOJABJICHUS  OPOAYKIUH
AKTI runoguzom.



Ilporuos

IIpu knaccuueckux ¢opMax B IOJIHOM MEpe 3aBUCUT OT
CBOCBPEMCHHOCTH ITOCTAHOBKM AWarHo3a (MpemoTBpaIiacT pa3BHUTHUC
BBIDAKCHHBIX HApPYIICHUH CTPOSHMS HapY)KHBIX TEHUTAIUN Y
JI€BOYCK) M Ka4eCTBA MPOBOAMMON 3aMECTUTEIILHON TEpanu, a TaAKXKe
CBOCBPEMEHHOCTH  MIPOBEACHUSA  IUIACTUYECKMX  OIICpallMKi  Ha
Hapy>XKHBIX TeHuTaIuAX. CoXpaHSIOmascs TUICPAHIPOICHHUS HIIH,
HaoO0OpOT, Mepea03UPOBKAa KOPTUKOCTEPOUIAMHU CIIOCOOCTBYET TOMY,
4TO OOJBIIMHCTBO ITAI[MEHTOB OCTAKOTCS HEOOJIBIIOr0 POCTa, YTO
HapsiAy C BO3MOXHBIMH KOCMETHYECKMMM JaedekTamMu (Macky
IUHM3aUS  (Urypsl y OJKEHIIWH) HApyIIaeT TICUXOCOLHAIbHYIO
apanrauuio. Ilpu ageKkBaTHOM JICUEHUM Y KEHIIUH C KIACCUYECKUMMU
dbopMaMu  aApPEHOIEHUTAIBHOTO CHHApoMa (B TOM 4YHUCIEC U
CONIBTEPSIONIEH)  BO3MOXKHO  HACTYIUICHHE W HOpPMaJIbHOE
BbIHAIIIMBAaHUE OEPEMEHHOCTH.



