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* KIIMHWUYECKU IeTEPOTEHHAs IPYIIa HACIEACTBEHHbBIX
3a00JI€BaHUM, B OCHOBE KOTOPKIX JICXKAT Pa3JIMYHbIC
nedexTnl GepMeHTOB M/UJIA TPAHCIOPTHBIX
0eJIKOB, 00ecreuyMBalOIIUX OMOCUHTE3
KOPTUKOU/JHBIX TOPMOHOB. Bpox1cHHAas
TACQPYHKIMS KOPBI HAAIMOYEYHUKOB-HACIEICTBEHHAS
IIaTOJIOTHSI, U BCTpEeYaeTCs 3a00JICBaHUS OAUHAKOBO
KaK y JIEBOYEK, TAK ¥ MAJIBYMKOB OJWHAKOBA.
Paznnyaror necTh KIMHUYECKUX BApUAHTOB
IC(HYHKIIMM KOPbI HAIIOYEYHUKOB, OOJIBITUHCTBO
KaTOPBIX HECOBMECTHUMBI C JKM3HbBIO, UTO OObSICHSICT
BBICOKMU YPOBEHb CMEPTHOCTU HOBOPOXKICHHBIX C
JTAaHHOU I1aTOJIOTHUEU.

Onpenencuue




 HanOosiee yactasg naTo1orus HaaIIOUYEUHNKOB B
JIETCKOM BO3pPacCTe

* 1 cnyuai na 14 552 (ned.21-r)
YKUBOPOXKJICHHBIX MJIAJCHIIEB (JIaHHBIC
HEOHATaJIbHOI'O CKPMHMHIA)

* B oTaenpHBIX TEHETUYECKUX U30JIITax:;
— 1 ma 2000 (0. PeronpoH B TuxoM okeane)
— 1 Ha 280 (3ckuMochl FOnuk)

PacnpocTRaHEHHOCTDb




* Hacnenyercss ayToCOMHO-peneCCUMBHO C NIEPEIadyeil MyTaHTHBIX
T€HOB OT 000MX POAUTENCH, KOTOPBIE SABISIOTCS 3J0POBBIMU
re€TePO3UTOTHBIMU HOCUTEISIMHU.

* [latosorus reHoB, KOAUPYIOMMUX (DEPMEHTHI WA TPAHCIIOPTHBIE
O€JIKH, Y4aCTBYIOIIME B OMOCUHTE3€ KOPTUKOUIOB.

* Pe3ynbTaroM reHeTM4eCKOro HapyIIeHUsI TPaHCHOPTHBIX OEJIKOB
ABJIAETCS CHIDKEHUE MPOAYKIIMH B KOPE HAJAIIOYECYHUKOB KOPTU30JI1a U
aJbJECTEPOHA, MPUBOISIIEE K HAAITOYCYHUKOBOM HEJOCTATOYHOCTH,
YTO B CBOIO OYEPEIb CTAHOBUTCS MPUYMHOMN YBEIUYECHUS MPOAYKIIUH
TUITO(PU30M AAPEHOKOPTUKOTPOITHOTO TOPMOHA, PETYIUPYEIIETO
paboTy HaANMOYEYHUKOB. [ unepcekpenus agpeHOKOPTUKOTPOITHOTO
TOPMOHA CIOCOOCTBYET PA3BUTHIO TUIIEPIIIA3MHA HAJIMOYEUHUKOB U
YCHJICHUIO BEIPOOOTKH MY>KCKHMX MOJOBBIX TOPMOHOB-aHIPOTCHOB.

* VYBeJeUEHUE KOHIICHTPALUY AHIPOTEHOB MTPUBOJUT K
TUNEPAHAPOrEHUN, TPOSBIISAIOMICACS KIIMHUYECKU B U3MUHCHUHN
MOJIOBBIX OPTaHOB U U30BITOYHOM POCTEBOJIOCSIHOTO IMOKPOBA HA
JIALE U TeJIE.

JTUONOINA
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TpI/I 30HBI KOPBbI HAAIIOYCYIHHNKOB U NPOAYUHPYcMbI€ HMH KOPTHKOCTEPOHUIbI



e Jlepumutr CYP 21 (21-ruapokcuiiassl)

e Jlepumur CYP 11B1 (11B-ruapokcunassb)

e Jlepunur 3B-HSD (3B-rugpokcucteponareHashbl)

e lepumur CYP 17 ( 17a-ruapoxcunaza/ 17,20-n1uaza)

* lepuuut STAR-niporenna (;rornongHas runepruiazus
HaJAIOYCUYHUKOB, cuHApoM [Ipaznepa)
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[IpocTast BupuibHas popma

Cogbrepsromas popma

[ unepronnyeckas popma

Hexiaccruueckasa ¢popma




* PazBuBaeTcs B pe3ysbrare He Iyookoro jnedekra 21-
TUPOKCHUIIA3bI

* V I€BOYEK — CUHAPOM JIOKHOTO KEHCKOTO
repMappoauTHU3IMa

* Y manpuukoB — II11P nmo n3ocekcyanbHOMy THITY

NipocTagd BUPUNbLHAA
thopma




* ¥V nereur 000€ro moJa:
- OOJIBIIION BEC MPH POKIACHUN
- YCKOPEHHE TEMIOB (PU3NUECKOI0 Pa3BUTHUS
- YCKOPEHHE TEMIIOB OKOCTCHECHUS
- MAaCKYJIMHHOE TEJIOCI0XKECHHUE
- IPEXKACBPEMEHHOE aJpeHapXe

* B myOepTaTHOM II€PHOJIC: TUIIOrOHAIU3M

NipocTagd BUPUNbLHAA
thopma




» PasBnBaeTtca B pesynbsraTe rnybokoro
nedekTta 21-rmgpokcmnasbl — Kpome
OeduLnTa KopTusona, CHMXeHa
npoaykuua AJIbAOCTEPOHA -y
aeten odboero nosia «CMHOPOM NoTepu
COMnMn»

-+

Consrefimerias' Munme 1"

e Y NeBOYEK — CMHOPOM NOXHOMO XXEHCKOro
repmappoanTuamMa

« Y maneyukoB — lNI'P no nsocekcyanbHoOMy Tuny



Pa3BuBaercs B pesynbrare aedekra 11pB-rugpokcunassi,
IIpY TOM MOBBIIIIEHO 00pa30BaHUE 11-
II€30KCUKOPTUKOCTEPOHA

APTEPUAJIbHAA T UTIEPTOHMA
_|_

CHUMIITOMBI BUPHUJIU3AIIHUHN
VY J1IeBoYEK — CUHAPOM J0KHOIO KEHCKOTO repMadpouTrU3Ma

Y manpuukoB — [II1P 1o uzocekcyanibHOMy THUITY

[unepToHNMueckKad thopma




* «llozmuss» nnm «IlydepraTtHas» gpopMa

* Benymmy KJIMHAYECKUN CUHIPOM — BUPUIIU3ALIU
HAPYXKHBIX MTOJIOBBIX OPraHOB




JlaHHbIC aHAMHE3a

OcMoTp

KocTHbIN BO3pacT
KapuortunupoBanue

BusyalibHbIE METOABI UCCIICOBAHUS
[ opmoHanpHOE 00CIEJ0BaHKE
YpPOBEHbB BJIEKTPOJIUTOB B KPOBU
IIpeHaranpHas TMAarHOCTHKA

NINarHocTUKa




* Onpenenenne ypoBHS 1 7-ruipoOKCUNIPOTECTEPOHA
(OpeAecTBEHHUK KOPTU30J1a) U YPOBHS aHAPOTCHOB SBJISECTCS U3
OCHOBHBIX JUArHOCTUYECKUX KPUTEPUEB BPOKIACHHON AUCHYHKIIUN
KOpPBI HAJITOYEYHUKOB, BBI3BAHHOUN J€(PEKTOM 2 1 -THApOKCUIIA3HI.

e JledpeuuT ropmoHa HaAMOYCUHHKA-AIbIECTEPOHA-MOXKET OBIThH
BBISIBJICH ITyT€M U3MEPEHUS YPOBHS aKTUBHOCTH PEHUHA B IJIa3MeE
KPOBH, MOBBIIICHUE KOTOPOTO XapaKTEpHO ISl
COJIbTEPAIONICHPOPMBL. [[OTTOJTHUTEIBHO UCCIAETYCIOT YPOBEHD
aIPEHOKOPTUKOTPOITHOTO TOPMOHA B KPOBH, BBICOKHME IMOKA3aTEIIH
KOTOPOTO B COBOKYITHOCTH C JIPYTUMH JaHHBIMH J1a0apaTopHOTO
HCCJICA0BAHMUS OyAyT MOATBEPKIATh HATMYUE BPOXKICHHOMN
TUC(HYHKIMK KOPbl HAATIOYECYHUKOB. COBPEMEHHBIE METO/IbI
JVMArHOCTUKH MIPEANOJIOratoT TAKXKe MPOBEICHNE T€HETUYECKOTO
aHaJIN3a JJ1s1 BBISIBJICHUS F€HA, TTOBPEK/IAOIIETO TPAHCIOPTHHIE
(bepMEHTHI.

JlabopaTopHaa AWArHOCTUKA




* [Ipocras BupunabHas popma:
-aHJpOCTEPOMA, JIeAuromMma, appeHooacToma
- KpUOTOPXHU3M, TUIIOCIIadUs

* Conprepsromias popMma:
- MUJIOPOCTEHO3, MHJIOPOCTIa3M

- TOKCUYCCKUC NUCIICIICUU

Nnth. AMArHOCTUKA




* 3aMeCTUTEIbHAS TEPaITU:

* [ TTIOKOKOPTUKOMAAMU - THAPOKOPTHU30H, IEKCAMETa30H,
npeaHnu300H- 10-15 MI/kB.M.

* Munepanokoptukougamu — Guayapokoptu3os 0,05-0,15
MTI/CYyT




* Mcxons U3 NpUYrHBI Pa3BUTUS MTATOJIOTHH U OTCYTCBUS
BO3MOKHOCTH BIIMSIHUS HA HEE, JICUCOHBIE MEPOTIPUATHS
CKJIJIBIBAKOTCS M3 MPOBEACHUS OOJILHOMY
3aMECTUTEIIBHON TOPMOHAIILHOU T€PAIUU Ha
MPOTHMXKEHUM BCEU €r0 JKU3HU, IIPEANIOIOT AOIIEN
BO3MEIIEHUE HEJ0CTAaTKa KOPTU30JIa U MOIaBICHUS
IPOAYKIIUM aHAPOTEHOB B KOPE HAAIIOYCUYHUKOB.
[IpeaHn30710H U AeKCaMeTa30H, 00Ja1aroee
IPOJIOHTUPOBAHHBIM JICMCTBHUEM, OOJIEE
OJIAarONpPUATHBIJIS IPUMEHUHUE B3POCIBIM OOJIbHBIM, TaK
KaK BBI3BIBAIOT HEJICKEIIATCIbHBIC ISl JETCKOIO
opranusma 3 GheKT 3aaepKKu pocta. s geren
ONTUMAJIbHBIM CUATAIOT UCIIOJIb30BAHUE €CTECTBEHHOIO
IJIFOKOKOPTUKOMAA-THIPOKOPTHU30HA B TA0IETKAX
«Kopred»




* Kopred (rugpokoptusoH, Tadjaetku no 5,10,15 mr):

BHYTph 10 — 15Mr/m? mjtomaau MOBEPXHOCTHU TEIa/CYyTKH B
3 nmpueMa B paBHBIX HacTsx (B 6, 14, 22 gaca)

[MOKOKONTUROUADI




* ¥V neTeil ¢ 30HaMM pOCTa, OJIM3KUMHM K 3aKPBITHIO,
Ha3HAYaloT:

0eKcamemasox

- BHYTpb 0,25 — 0,35 Mr/M* 1 pa3 B cyTKH Bedepom
NJIN

NPEeOHU30J10H

- BHYTpb 2 — 4 mr/M*/cyTku B 2 ipuema  (2/3
0036l B 64 1 1/3 — B 234)

[MOKOKONTUROUADI




* [Ipennu3oi0H (TadaeTku SMr) Jlekcamera3oH
(tabmeTku SO0OMKT)

CpEOH. CYTOYH. J103bI
e(0)—lrog—1—2,5mr,

] —3roga—2.,5—5mr,

e4 ] ner—5—"7.,5mr

e 7—10 meTr— 7,5 — 10Mmr,

e 10— 14 net — 10 mr

e Crapme 14 ner — 10 — 15 mr,

[MOKOKONTUROUADI




* O®ayapokoptr3oH 0,05 — 0,15 mr/cyTku 2 pa3a B
CyTKH (6, 17 4acoB)

 Jletu 1-ro roga *Ku3HU: 1032 MOKET JOCTUTaTh
0,3 mr/c B 3 npuema (B 64 — 2/4 cyT. 10351, B 14
M 224 — 10 4 CyT. 103bI)

Koptuned, pnopuned(radaerku no 100 MKr):
HadyajibHag 103a 25 MKT

B couemanuu ¢ nosapennolti convro (00 2epamm 6
CymKu)

MUHEeDpanoKopPTUKOUADI




* CYTOUHVYIO 103Y
HEOBXOJIMMO
YBEJIMUUTDL B 2 — 3 PA3A

B chyuae cTneccoBou
CUTYaLUK




* [Ipu HeBo3MoxxHOCTH nipuema JIC B cirydae
MHTEPKYPPEHTHBIX 3a00JICBAHUN M ONEPATUBHBIX
BMEIIATEIHCTB

— TUJIPOKOPTU30H (CycIlieH3Hs) B/M 25Mr/M* 4 pas3a B CyTKH
10 TIEpeBoAa Ha nepopaibHbie GopmMbl JIC




* ['mapokopTr30H B/B 3 — SMI/KT Kaxasle 4 yaca 10
KyIHUPOBaHMS KpU3a, 3aT€M IepeBoj1 Ha nepopalibHbie JIC

* 0,9% NaCL 100 — 150mr/kr/c (25% o0beMa B iepBbI€ 2
qaca),

5% pacTBOP MIFOKO3bI




e Kimuropekromus

* IInactuka s. urogenitalis

Kupypruyecrre MeToabl
Kopneruuu -y aesouex ¢ BAKH




I Iporuos:

[Iporuo3 B moJIHOM MEPE 3aBUCUT OT CBOE BPEMEHHOU
ITIOCTAHOBKM JIMArOHO3a, KOTOpas MpeA0TBPAIAET
BBIPAKEHHBIC HAPYIIECHUS B CTPOCHUH HAPY>KHBIX MOJTOBBIX
OPraHoB y JIEBOYEK. TakxKe NMMEET 3HAYCHUE aJICKBATHOCTH
IIPOBOAMMOM TEPAIMK €CJHU JI03a IIperapara HeA0CTaTOYHA
WA UMEIOTCS IPU3HAKU IIEPEI03UPOBKHU, TO B OOJIMIIIHCTBE
CBOEM ITALIMEHTHI OCTAIOTCS HU3KOPOCIIBIMU, a Y KEHIIUH
MMEETCSl MAaCKYJIMHM3ALUs (DUTYPHI.




* /Icriosib30BaHHBIE JIUTEPATYPHI:

* [ToremknH B.B-OH10kpuHOI0OrUA
* B.B.CKBOPILIOB-DHIOKPUHOJIOTHS

e JlenoB U.U.-buoputmbl ropMOHOB




