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https://www.multitran.com/m.exe?s=infectiologist&l1=1&l2=2

"A serious illness is
easy to cure at first,
but difficult to
recognize, but when it
worsens, it is easy to
recognize, but difficult
to cure." 15th century

(TKEAYIO ODOAE3HD
BHOYOAE AETKO
BbIAEYMTb, HO TPYAHO \ A
DACMO3HATH, KOTAQ Xe K
OHO YCUMAMAQCH, €& /\4

AETKO PACMNO3HATb, HO

yKeE TPYAHO
BbIAEYUTb)). TH}KéHy}O 00JIe3Hb BHAYAJI€ JIETKO BBLIJICHYUTDL, HO TPYAHO PACIIO3HATD,

15 Bek KOTJ1a JK€ OHA YCUJIUJIACh, €€ JIETKO PaCcMO3HaTh, HO YK€ TPYIHO
BBIJICUUTh

Hukxkomno Makuaseniu




OpdaHHbIe OOAE3HU, HECMOTPSA HA
CBOIO ({(PEAKOCTbDb), BCe Halle _
BCTpe4alTCsa B NTOBCEeAHEBHOMU
NPAKTUuKe.
Ha ceroAHs HOCYUTbLIBAETCSH OKOAO
7000 peAkunx (opdaHHbIX)
3000A€BAHUMU,
U AAS HOCTU U3 HUX PA3PAOOTAHDI
natToreHeTu4eCkKkme MmeToAbl Ae4YeHuUd,
KOTOPbIE NMNO3BOAAIOT 3HAYUTEADBHO
YAYHWAUTb KAQYEeCTBO XXU3HU U NPOTHO3
AA DTUX NAOLUEHTOB.
Orphan diseases, despite their "rarity”, are increasingly
common in everyday practice. Today, there are about
7,000 rare (orphan) diseases, and pathogenetic treatment
methods have been developed for some of them, which
can significantly improve the quality of life and prognosis for
these patients.

Orphan ¢ AHFAMMCKOTO NEPEBOAMTCSH KAK
«CHMPOTON.

OpdAHHbIMM 300O0AEBAHUAMM HA3bIBAKOT
eAMHMYHbIE, PEAKO BCTREYAOLLMECH NATOAOTUMN.
OTO, KAK MNPABMAO, XPOHMYECKME TIKEABIE
>KM3IHEYTPOXAOLLME DOAE3HU, KOTOPbIE TPEDYIOT
CAOXHOTro CneumdonieCKoro Ae4eHms.

B HOLLEM CTPAOHE OPJOAHHBIMI CHUTAKOTCS
30B60AEBAHMS, KOTOPbLIE BCTPEYAOTCH
B OAHOM cAy4ae Ha 10 000.



BPOXAEHHA AMCAOYHKLUMSA KOPbl HOAMOYEYHMKOB (BAKH)
(0ApEHOreHUTaAbHbIM  CcHAPOM  (ATC),  BpPOXAEHHOS
HAOAMNOYEYHMKOBAS TMNEPNAQ3MA) — rPyNna 3a00AEBAHUM C
OYTOCOMHO-PELLECCMBHBIM  TMNOM  HOCAEAOBQAHMS, B
OCHOBE KOTOPbIX AEXUT AECDEKT OAHOIO M3 DEPMEHTOB
MAM  TPAHCMNOPTHbLIX OEAKOB, MPUHUMMAIOLLMX Y4ACTME B
OUOCUHTE3E KOPTU3IOAA B KOPE HOAMOYEYHMKOB.

Mo3AHSS AMATHOCTUKQ, HEKOPPEKTHAS U
HECBOEBPEMEHHAS TEPAMMA BAEKYT 30 COOOM THKEAbIE
NOCAEACTBMSA, BMAOTb AO TMBeAn pebeHKa. HEOHATAAbHAOS
CMEPTHOCTb OT COAbTEPAOLLLETO Kpm3a 6e3 AMArHosa
COCTABAIAQ OT 4 A0 10%, HEMPABUABHOE OMNPEAEAEHUE
NOAQ Yy AeBoYeEK — A0 10% CAyHOEB.

B HacCTOdLLLEE BPpEMA U3DEXKATD AMATHOCTMHECKMX OLLIMOOK
MNOMOTaeT  HEOHATAAbHbIM  CKPWMHUHI.  HEOHATAAbHbIM
CKPUHUHI KAQCcCcHieckon dbopmbl BAKH Brnepsble B mupe
ObIA BHeApeH B CLLUA B 1977 1., a B Poccumn — ¢ cepeAnHbl
2006 .

PaAcnpoCTpAHEHHOCTL  AedmuMTA  21-TMAPOKCUMAQ3bI B
MUMPE, PACCYUATAHHAS MO  AQHHBIM  HEOHATAAbLHOTO
CKPUHUHIQ, cocTtaBAdeT 1 cAydam Ha 14 000 >KMBbIX
HOBOPOXAEHHbIX, B Poccumm — 1:9 500, 8 APO 1:12 000. Mo
AQHHbBIM 2021 T 3060AeBaemocCTs BAKH B Xabaposckom
Kpae coctasmaa 11,5 Ha 100000 aeT.HAC.

* Congenital dysfunction of the adrenal

cortex (ADCN) (adrenogenital syndrome
(AHS), congenital adrenal hyperplasia) is a
group of diseases with an autosomal
recessive type of inheritance, which are
based on a defect in one of the enzymes or
transport proteins involved in the
biosynthesis of cortisol in the adrenal
cortex. Late diagnosis, incorrect and
untimely therapy have serious
consequences, including the death of a
child. Neonatal mortality from a wasting
crisis without diagnosis ranged from 4 to
10%, incorrect sex determination in girls —
up to 10% of cases. Currently, neonatal
screeninF helps to avoid diagnostic errors.
Neonatal screening of the classic form of
VDCN was introduced for the first time in
the world in the USA in 1977, and in Russia
since mid-2006. The prevalence of 21-
hydroxylase deficiency in the world,
calculated according to neonata' ~~r2o-i~-
data, is 1 case per 14,000 live n¢
Russia — 1:9,500, in the Far East:
District - 1:12,000.

AAABHEBOCTOUYHbIA
FTOCYAAPCTBEHHBIW
MEAMLIMHCKMA
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BpoXxAeHHas AMCAYHKUUS KOPbl HOAMNOYE€4YHUKOB

* BLDOXAEHHAS TMNEPNAA3UA KOPbI
HaAMo4Ye4YHMKOB (BI'KH)

* AAPEHO-TEHMUTAABHBIM CUHAPOM -
[oynna 3000AEBAHMMU C

AYTOCOMHO-PELLECCUBHBIM

» Congenital adrenal hyperplasia  TMNOM HOCAEAOBOHMS, B
OCHOBE KOTOPbIX AEXAT
AedDEKTbI TODAHCMOPTHbIX
OEeAKOB (JOEPMEHTOB)
AAPEHAAOBOTO
CTEPOMAOTEHE3D




BpoXxaeHHas AMCOYHKUUA KOPbl HOANOY€4YHUKOB

Congenital adrenal hyperplasia

* BpOXXAEHHAOS runepnAa3usa Kopbl
HaAno4Ye4yHnkoB (BIKH)

* AAPEHO-TEHUTAAbHbIM CUHAPOM



BpoXXAeHHAaa AUCPYHKLLUA KOPbI
HOAMNOY€4YHUKOB

[oynna 3a00AEBAHMM C AYTOCOMHO-PELLECCMBHbBIM
TMMOM HOCAEAOBOHMS, B OCHOBE KOTOPbIX AEXAT
AEADEKTbI TOAHCMOPTHLIX OEAKOB (DEPMEHTOB)
AAPEHAAOBOTO CTEPOUAOTEHE3D

Kaxxaas 13 doOpM CBI3AHA C AEDULIMTOM OMPEAEAEHHOTO CDEPMEHTA. AUMOMAHASA TMNEPMAA3ING

KOPbl HOAMOYEYHMKOB - PEAKMM U CAMbIM  TOKEAbIM BAPUMAHT BCAEACTBME MYTALMKM TEHQ,
KoampytoLero 6eaok StAR); peakmn — aedoumumt 20,22-AeCMOAA3bI (110-TMAPOKCHMAQ3LI); Boaee
PACMNPOCTPAHEHHbIE - AePULNT 17Q-TtMAPOKCKMAQ3bI/17,20-AnA3bI, Aedpomumt 3p-

MAPOKCUCTEPOUAAETMAPOIEHA3bI; CAMbIE YACTblE — AePUUMT 21-TMAPOKCUMAQ3bI, Aedomumt 113-
MAPOKCUAQ3bI, AEPULMT OKCUAOPEAYKTA3bl. CTerneHb BbIPOXKEHHOCTM KAMHUYECKMX CUMMTOMOB
BPOXAEHHOM AMCCDYHKUMM KOPbl HAAMo4YeyHmkos (BAKH) BapbUpyeT B 30BMCUMMOCTM OT YPOBHS
HEXBATKM JOEPMEHTATUBHOM QAKTMBHOCTM, KOTOPbLIM OMPEAEAIETCHS KOHKPETHOM T[EHETUYECKOM
MyTaumemn. 310 OOBbACHIET PA3HOODPA3NE KAMHUYECKMX MPOIBAEHMI Y NAUMEHTOB C BAKH, koTophbie
MOTYT MPOABAATLCA OT AETKMX JDOPM AO TIKEABIX HOAMOYEYHUKOBBIX KpU30B [1-2]. B 6oaee yem 90 %
CAYHYOEB Y NAUMEHTOB HABAIOAQETCH AeCPUUMT 21-TMAPOKCUMAQA3DI.



KAMHu4eckue sapuaHTbl BIKH

o Aecbmumt P450c21 (21-rmapoKCHMAa3Q)

« Aecbmumt P450c11 (11R-rmApOKCHUAQ3Q)

* Aecdomumt P4500R (oKCHpeAyKTa3Q)

* Aedomumt 3B-HSD
(3B-TMAPOKCUCTEPOUNAAETUAPOTEHA3BI)

« Aecdomumt P450c17 (17a-rmapokcmaasza/17,20-amasza) —
CUHAPOM beramepm

« AedoekT 6beaka STAR mam aecdomumt P450scc) —
AMMOUNAHAS TMNEPMAA3ZNI HOANOYEYHMKOB




CpaBHUTEAbBHASA HACTOTA PEPMEHTATUBHbDIX
AedPeKToB cTepouaoreHesa

« 21-rnapokcuaasa — 90-95%
* 11-rmApoOKCcHAQ3a — OKOAO 5-8%

e OcTaAbHble — MeHee 1 %



MonyAauMoHHARA YacToTa Aechbuumnta P450c21
(21-ruApoKcuAQasbl)

 YacToTa KAaccuyeckmnx coopm
B mmpe 1:14500
B EBpone 1:12500

B Poccum 2 (oxxmaaemas 1:10000-1:15000)

* YacTtoTa Hekaaccuyeckoun coopmbl Ao 0,3%
« YacTOoTA reTepo3smMroTHOro HOCUTeAbCTBA
B mmpe 1:60

B EBpone 1:35
B Poccumu ¢



oTnoarorusa BrKH scaeacTtBue
HEAOCTATOYHOCTHU 21-rMAPOKCUAQ3DI

* FeH CYP 21A2 AOKAAU3OBAOH HO KOPOTKOM NAe4e 61 XpoMocombl (6p)
BHYTPM FAGBHOIO KOMMNAEKCA ructocoBmecTumocTn (HLA)

« CBfi3b MEXAY BUAOM MYTALLUM U KAMUHUHECKOU POPMOUN 3060AEBAHMUS:

Aereums reHa, 6oAbLLUME KOHBEPCKMM (3OMEHA HA MNCEBAOTEH) M MYTALLMSA BO 2M
mHTPOHE (12splice) - BbIpOXKEHHbIM AeDeUMT 21-TMAPOKCUAA3LI — COABTEPAOLLLAS
DopPMA 3000AEBAHMS

TovyeyHas mytauma 1172N — notepa 90-95% AKTMBHOCTM OEPMEHTA — NPOCTAS
(BMpPUABHQOS) dbopMa

ToveyHble mytaumm V281L, P30L 1 retepo3mrotHoe HOCUTEABCTBO — NoTeps 50%
AKTMBHOCTM OEPMEHTA — HEKAQCCHMYECKAd (CTepTas) dopma

 OTPULLATEAbHbIM OTBET F€EHETUHECKOro AHAAM3A HE UCKAIOHAET HOAUYMUSA
3060AEBAHUA



MaToreHe3 BIKH BcAeAcTBUe
HEeAOCTATOYHOCTHU 21-rMAPOKCHUAQ3DI

AeduumTt 21-ruAPOKCUAA3BI MPOUBOAMT K HOPYLLIEHMIO
CUHTE3Q:!

FAIOKOKOPTUKOMAOB (KOPTHU3OA) - nepexoa 17 OHTIIB 11-
AE30KCUKOPTM3IOA

MUHEPAAOKOPTUKOMAOB (QABAOCTEPOH) - NEPEXOA NPOreCTepPOHA B
1 1-A€30KCUKOPTUKOCTEPOH

QKTMBALLME CMHTE3Q AHAPOreHOB (AHAPOCTEHAMOH U TECTOCTEPOH)

HOKOMAEHME MPOMEXYTOYHbBIX MPOAYKTOB CTepomaoreHesa (17-
rTMAPOKCHUINPOrecCTepoHa U NPOorecTepoHa) — ADOPATOPHbIE
MAPKEPDbI 3000AEBAHMS



U3MeHeHUs cTepouaoreHesa npu oecoumumure
P450c21 (21-ruaApokKcuAQsbli)

AKT[ ==
XoAeCTepuH
ﬂperHiHO/\OH
] 7—OH—I'Ip!FHeHO/\OH ADA
nporecfepoH 17—OH—r|po+eCTepOH _ﬁHApOC}eHAMOH
21a-I g 21a-I i
| 1—A(;K | ]-AGBOKCMK%DTVBO/\
| |
KOpTMKO&TepOH Kopmiox\
|
18-OH-kopTMROCTEPOH
1
C]/\bAOC;TepOH PAC

ﬂ



KAnHu4yeckue coopmbl BIrKH

® Conbrepdollasn (75% cay4aeB) AEKOMMEHCUPOBAHHBLIM ACOULINT
[AIOKO- M MUHEPAAOKOPTUKOMAOB, BbIPDAXEHHbIM M3DbITOK
QHAPOreHoB

¢ [IpocTag (BUPUMAbHAOS) — KOMAEHCUPOBAHHBLIM ACOULIMT
FAOKOKOPTUKOMAOB, BbIPDOXEHHbIM M30bITOK QHAPOIEHOB

¢ Creprag (MO3AHO MPOABASIOLLLAACH, HEKAQCCHYECKAS) —
YMEPEHHbIN M3ObITOK AHAPOINEHOB



HeoOHATAAbHBIN CKPUHUHT
(B Poccum ¢ mapta 2006 1)

YpoBeHb |1 7-TMAPOKCUNPOreCTepOHA B MNATHE
KAMMAAIPHOM KPOBU HA 3-5 CYTKM XKXM3HMU

< 30 HMOAbL/A — OTPULLATEAbHbIM

— COMHMUTEABHbIM, MPOBOAIAT PETECT HA
/-8 CYTKU XXKM3HU -

>90 HMOAB/A — MOAOXMTEAbHbBIN, PETECT HA /-8 CYTKM
>KN3HU -

HeAOHOLLEHHbIE MeHee 32 HeaeAb: 17-OHITI Ha 7
CYTKM XM3HM >150 HMOAB/A — peTecT HaA 10-11 cyTkm



[Moka3aHusa K 06CA€AOBAHUIO B OTCYTCTBUM
HEOHATAABHOIO CKPUHUHIA

* AEBOYKN — MPUIHAKM TEPMACPPOANTUIMAO
NPU POXAEHUMU

* MAOABYMKM — KAMHUKO OCTPOM
HOAMOYEYHMKOBOU HEAOCTATOYHOCTM

- BHE3AMHOE YXYALLIEHME COCTOSHMS

- [1oTEPA MACChHI TEAG
- CPbITMBAHMA N OBOTHI
- TMIMNOTOHUA, TTPM3HAKN COCYANCTOIO KOAAQATCA




KAMHHMYecKkne npossBA€HUS COAbTEPSIOLLEN POPMbI
BIKH y AeBo4ek

* Poabl HaLLLe nocAe 40 HeEAEAb C HOPMOABHOM UAM KPYMHOM
MACCOU TEAC

e [Tpu poOXAEHUM TPYDAS BUPUAMIALIMG, YMEPEHHOS
TMNEePNMrMeEHTALLS

o C KOHLA 2-4 HEAEAU XXMN3HM — HOPACTAOLLLAA KAMHMKA
OCTPOUN HAAMNOYEYHMKOBOM HEAOCTATOYHOCTH



BUPUAU3ALLUA HAPYIXKHbIX

reHUTAAUn
(MHTecekcyaAbHOE CTPOEHUe
HAPYXHbIX FEHUTAAUN)

* |-ll cTeneHb (TMNepPTPOPUI KAUTOPA) MOXKET
PA3BMBATLCS B AKOOOM BO3pPACTE

* llI-IV cTeneHu (rmneprpodmsd KAMTOPQ,
OOAbLLUMX MOAOBBIX YD, YOOr€HMTAAbHbIM
CUHYC OTKPbIBAETCA Y OCHOBAHUA KAUTOPQ)

« V cTeneHb (peHoTUNMYecKoe KonmpoBaHme
HOPY>KHbIX TEHUTAAMIA MY>KCKOTO MOAQ!)

l1I-V cTeneHb BUPUAM3ALMM OOPMMUPYIOTCS
TOABKO MPWU AHTEHATAABHO HAYABLLIEMCSH

MNepPAHAPOreHUM

BUPOUMAM3ALMSA HOPYXKHbBIX TEHUTAAMM Y AEBC



KAMHU4Yeckue nposiBAeHus COAbTepsioLLen coopMbl
BIKH y MOAbYUKOB

* Poabl HaLLe nocAe 40 HEAEAb, MAOAEHLLBI C HOPMOAbHOM
MAU DOABLLIOM MACCOM TEAQ

 [Mon POXAEHWUM YMEPEHHAS TMMNEPMUIMEHTALLAS,
MOKPOTEHUTOCOMMSI Y MOABYMKOB

o C KOHLQ 2-4 HEAEAU XXMN3HM — HOPACTAOLLLAY KAMHMKO
OCTPOUN HAAMNOYEYHMKOBOM HEAOCTATOYHOCTH



ANATHOCTUKCA OCHOBbIBAETCSH HAO
COBOKYMNMHOCTH

KAMHNYECKMX AQHHbIX,
PE3YABTATOB AQDOPATOPHbIX MCCAEAOBAHMM
MHCTPYMEHTAAbHbBIX MCCAEAOBOHUM
MOAEKYAIPHO-TEHETUYECKOTO OHAOAM3A.
[TOATBEPXKAEHME AMATHO3A HE MOXXET OCHOBbIBATHCH
MCKAIOYUTEABHO HO AHAAM3E MYTALMM



AabopaTopHas AUArHOCTUKA COAbTEPSAIOLLLEU
doopmbi BIKH

PyTUHHbIE AQOOPATOPHbBLIE TECTDI:
KAMHUYECKMM 1 /X aHAAM3bI KpoBM, KOC
Pe3yAbTATHI:

rmnepkaamemms (1 K) u runoHatpuemmsa (| Na)
MMOOTAMKEMMS (| TAKOKO3Q)
reMOKOHUEeHTpaums (1 Ht)

METADOANYECKMM ALMAO3



Il 3Tan AMmarHocTuku BIrkH

* 17-ruapokcunporectepoH (7 17-OH [1I)
* AKTUBHOCTb PE€HUHA nAa3mbl (T APIT)

 AHK-AUArHOCTUKA, KOPUOTUNMUPOBAHUE



UHTepnpeTauus pe3yAbTATOB ONnpeAeAeHUs
ypoBHS 17-OHIl B CbIBOPOTKE KPOBU ¥ AeTeH 1-
ro roAd XXu3Hu

KoHueHTpauusa 17-OHII B cbiBOpOoTKE BOABHOrO

3aKAlOHeHue

>20 HI/MA (>67 HMOAB/A)

10-20 HI/MA (33-67 HMOAbB/A) NPU HOAUHUM
TUMUYHOM KAMHUKM

AMardo3 BIlKH HecoMHeHEH

10-20 HF/MA (33-67 HMOAbB/A) NPU OTCYTCTBMM
TUMMYHOM KAMHUKM

5-10 HI/MA(15-33 HMOAB/A) NP HOAMYUU
TUMMYHOM KAMHUKM

AMArHo3 BIKH COMHUTEAEH,
TpebyeTcas obCAEAOBAHME B
AMHAMMUKE

<5 HI/MA

AMarHo3 BI'KH nmckatoveH




KAMHU4eckue nposisAeHus npoctou coopmbl BIKH

120~

T

PoaAbl nocAe 40 HEAEAM C HOPMOABHOM MAU
KPYMNMHOM MACCOM TEAQ

[P POXAEHUMM YMEPEHHAOA
IMNepnmMrMmeHTaums, rpyoas BUpMAM3AaLLUS Yy
A€BOYeK, MAKPOIEHUTOCOMMSI Y MOAABYMKOB

11 TOA XM3HM 3000AEBAHME NPOTEKAET
MOAOCHMMMTOMHO

C 2-5 peT

- MPU3HOKM NPEXAEBPOEMEHHOTO NMOAOBOTO
CO3PEBAHUSA MO M3OCEKCYAABHOMY TUMY Y
MOABYMKOB, MO reTePOCEKCYUABHOMY — Y
AEBOYEK

- MPU3HAKM KOMMNEHCUPOBAHHOM
HOAMNOYEYHMKOBOM HEAOCTATOYHOCTM
(rMnepnurmeHTaums, peako — ApTeEPUAAbHAS
[MNOTOHMS)

- MPU TAXKEAOM CTPpECCE MOXET PA3BMNTLCH
OCTPAd HAAMOHEHHMKOBAA HEAOCTATOYHOCTb




AnarHocTtuka npoctou coopmbl BIKH

® OnpeaenreHue ypoBHa 17-OHIIl B CbiIBOPOTKE KPOBM;
AMOATHOCTUYECKMM YPOBEHDb Y AETEM CTAPLLIE TOAQ >4
HI/ MA

€ PeHTTeHOrPAMMA AYHE3AMACTHbLIX CYCTABOB (YCKOpPEHME
TEMIMOB OKOCTEHEHMUS)

€® AHK-AMQTrHOCTUKO



CtepTas coopma BIkKH

MpU POXAEHUU CTPOEHME HAPYXKHbIX
[EHUTOAMM HOPMOABHOE, KAMHMYECKME
NPU3HAKU TMNEPAHAPOINEHUM OTCYTCTBYIOT

C npenybepTAaTHOro (PEAKO C
nyoepTaTHOro MAM NOCTNYOEPTATHOIO)
BO3PACTA MOSBAIOTCSA MPM3HOKM CUHAPOMO
TMNepaHAPOreHmnmu



KAMHMYecKne nposBA€HUS CUHAPOMO
rMNnepaHApPoOreHum

* [MNEPAHAPOIEHHAS AEPMOMNATHS (TMPCYTU3IM, XXMPHAS cebopes,
yrpu, aaoneums)

* MACKYAUHM3ALMNA TEAOCAOXKEHMUS

* BUPUMAM3ALMA HAPYXKHbIX TEHUTAAMM

* AQPUMHIOMETAAUNIA 1 BAPUMADOHUS
YCKopeHMne poCTa M TEMMOB OKOCTEHEHMS
[ToeXAeBpPEMEHHOE OAPEHAPXE

[To3AHEE TEAQPXE, HEAOCTATOYHOE PA3BUTUE MAM MHBOAIOLIMG
MOAOYHHbIX XXEAE3

HapyLLEHM MEHCTOYOABHOIO LMKAC MO TUMY OAUTOONCOMEHOPEM
becnaoane (50%)




NO OO NN OO N ON —

AHAPOreH3aBUCUMbIE 30HbI KOXU

BepxHag ryba

OADOPOAOK MpcyTus
YAb
NMMHA
OACHMLLO N30bITOYHbIM POCT
TELMMNHAADbHbIX
BEPXHAS NOAOBMHA XMBOTA  (crepsHEBbIX) BOAOC B
HIXKHA9 MOAOBMHA XXMBOTQ  YHADROTEH-
[IAeYn 30BMCHMBbIX 30HAX, HE
COOTBETCTBYIOLLLIUM
beapa MOAY

M/UAM BO3PDACTY




MpU3HAKKM AHAPOUAHOIO MmopdoTuna

« OOxBAT TOAMM/OOXBAT Beaep > 0,8

* LLInpmHa naey/wmpmHa taza > 1,08



CrtepTtas cbopma BIKH BcaeacTBUE
HEAOCTATOYHOCTHU 21-TUAPOKCHUAQ3DI

* BA3AAbHbIM YPOBEHbL | /-TMAPOKCUMMPOreCTEPOHA B PAHHIOK
COOAAMKYAUHOBYIO doA3y:

>5 HI/MA — AMATHO3 MOATBEPXXAEH

<2 HI/MA — AUOTHO3 MCKAIOHEH

2-5 HI/MA — NOKA3AHO nposeaeHne AKTI-TecTa
« AKTl-TeCT (CMHOKTEH):!

CTUMYAMPOBAHHbBIM YPOBEHbL 17-TMAPOKCHIporecTtepoHa >10
HI/MA — AATHO3 MOATBEPXXAEH

CTUMYAMPOBAHHbBIN YPOBEHbL 1 /-TMAPOKCUNPOreCTepoOHA <
10 HI/MA — AMATHO3 MCKAIKOYEH

e AHK-AMAOIrHOCTMKQO




MpenapaTbl FOPMOHOB KOPbI

HAOQAMNOYe4YHUKOB
MeXAyHapoA Kommepyeckoe [epuoa 61o KA MKA Cynpeccus
HO€ HA3BAHME HA3BAHME AOTHUY4ECKOTO AKTI
MNOAYPACNAAQ

[MAPOKOP [MAPOKOPTU3IOH 8-12 4 1 | +
THU30H KopTecb

CoAy-koptedd

ConoAbKOPT
KopTm3oH KopTm3oHa aueTar 8-12 4 0.8 0,4 +
[NoeAHM30AOH | [TPeAHU3OAOH 18-36 4 4 0,5 +/++
AeCKameTaso | AEKCAOMETA30H 36-54 4 30 0,05 +++
H
QdotopkoptTm3 | KoptmHeod 18-36 4 8 150 ++
OH




Ae4yeHne ocTpoUu HOAMNOYEYHUKOBOU
HEAOCTATOYHOCTMH

1. MHTEHCUMBHASA TOPMOHOABHAA TEPLAMNMS

2. NMHAQOY3MOHHOS TEepaAnms




Ae4yeHune ocTpon HOAANOYEYHMKOBOU HEAOCTATOYHOCTHU

(ropMOHOTEpanus)
11 BAPUAHT 21 BAPUQAHT
[ MAPOKOPTUIOHA [ToEeAHU3OAOH 2-5
CYKUMHAT (Solu- MT/KI B/B KAMEAbHO
cortef) 10-15 mr/kr +

B/B KAMEAbHO
?-dTOPKOPTUIOH

(kopTHHED D) 50-
300 MKr/m?




Ae4yeHne ocTpoUu HOAMNOYEYHUKOBOU
HEAOCTATOYHOCTM

1-2e CcyTKM — NepeBOA HA B/M BBEAEHME KOAXKAbIE 3-4 YOCAO

3-4e cyTkM — yMmeHblLLeHme A03bl HaO 30-50% (B/M BBEAEHME
KOXAble 6 HOCOB)

Ha a1om 31ane K Solu-cortef AOOABAAOT KOPTMHEDTD

S5-/€ CYTKM U AOAEE — MEPEBOA HA SHTEPAAbHbIE
NPENAPATHI B DKBUBAAEHTHbIX AO30X




AevyeHue oCTpoU HOANOHEYHMKOBOU
HEAOCTATOYHOCTMH
(MHdY3HMOHHASA Tepanus)

CyYTO4YHbIN OOBEM: CPUM3MOAOTMHECKAST MOTPEDOHOCTb

UHPY3MOHHBbIE CpeAbl. M30TOHMYEeCKMM pacTBop NACl m 5-
10% pACTBOP FAOKO3bl B COOTHOLLEHMM 1:1;

MPU BbIDAXKEHHbBIX PACCTPOMCTBAX MMKPOLMPKYAILMM —
NAQ3MA 7-10 MA/KT;

NPV AEKOMNEHCUPOBAHHOM aLmAO3e (PH</,1) - NaHCO,




KOHTPOAb A€@4€eHUSA OCTPOU

HCIAHO"Ie‘-IHMKOBOﬁ HEAOCTATOYHYHOCTMU
(BO3MOXHbIE OCAOXHEHUSI TEPANUM)

* APTEPMAABHASA TMNEPTEH3MS
* OTEKM
» KeTos

* MeTabOAMYECKUM OAKAAO3, MPU MCMOAb3OBAHMK PACTBOPA
NaHCO,



KOHTPOAb A€@4EeHUSA OCTPOU
HAOAMNOYE€4YHUKOBOUN HEAOCTATOYHOCTMH

Macca TeAd — eXEeAHEBHO
A/A — 1-2 CYTKM MOHUTOPUHI, AOAEE |1 PA3 B AEHDb

K, Na cbIBOpPOTKU — 1-2 CYTKM KOXKAbIE 6 HOCOB; | HEAEAD | PA3 B 3 AHY;
3atem 1 pa3 B 7-10 aAHen; npu Na 1140 MMOAB/A NPEKPATUTDb
BeeAeHune NaCl

KOC - npu BeeaeHun pacTtsopa NaHCO,; 1 pa3 B Yyac; npu PH 17,1
NPEeKpPATUTb BBOAUTb LLLEAOYHbIE PACTBOPbI

KeTOHbl B MOYe — KOHTPOAMPYIOT MePBble 2-3 AHS
KT - nepsble 3 AHA EXEAHEBHO (BO3MOXEH MOHUTOPUHT KT )



[MToAAEPXUBAIOLLLANA TEPANUA COAbTEPSIOLLLEU
doopmbi BIKH

rAIOKOKOpTM KOUAHQOSA Tepanus

f'mapokopThsoH (koptedd) 15-25 mr/m2 namn

KopTu3soHa aueTaT 25-35 Mmr/m?

1-1 TOA XM3HU: 64 — 25-33%, 124 —17-25%, 184 — 17-25%, 24 4 — 25-33% CyTO4YHOM AO3bI
CrapLue roaa: 6-8 4 — 25-40%, 14-15 4 —20-25%, 21-23 4 — 40-50% CyTO4YHOM AO3b
MPeAHU3OAOH 4-7 MI/M?

NOAPOCTKM M B3POCAbIE: 6-8 4 — 1/3-1/2, 20-21 4-1/2-2/3- CyTO4HOM AO3bl

KOHTPOAb AO3bl TAFOKOKOPTUKOUAOB MO YPOBHIO 1/-
TMAPOKCUMPOTreCTEPOHA B KPOBU



[NoAAepXUuBawLLAa Tepanus
coAbTepsioLen coopmbl BIKH

MUHEpPAAOKOPTUKOUAHASA Tepanus
PDTOPKOPTMIOH (KOPTUHED D)
1-11 TOA XM3HM 180-300 MKT/M?
1-3 roaQ 70-100 MKr/m?2
3-14 Aet 50-60 MKr/m?

6-8 4 — 50-100% CyTO4YHOM AO3bI
14-154 — 0-50% cyTO4HOM AO3bI

KOHTPOAb AO3bl MMHEPAAOKOPTUKOMAOB MO AKTUBHOCTU
PEHMHA MAQ3MBbI




AedvyeHune ctepTon opMbl HEAOCTATOYHOCTU
21-rMAPOKCHUAQ3DI

* [AlOKOKOPTUKOMUADI:

AeKCaMeTasoH 0,25-0,5 MI HQ HO4b
NPEAHU3OAOH 5-7,5 MI HO HOYb

KOHTPOADb AO3bl MO YPOBHIO 17-
rmApokcunporectepoHa n ASA

« AMaHe-35

AOTIOAHUTEABHO MNP COXPAHEHMM KOXKHbIX
NPOIBAEHUN TMMNEPAHAPOTEHNM



PekomeHAyeMble YPOBHMU 17-
rmApokcunporectepoHa Ha dooHe tepanumn BrkKH

« Aetu A0 1 roaa — meHee 10 HI/MA
* MAAbYUKM CcTApPLLUE TOAA U MYXYUHBI — MEHEE 4 HI/MA
 AeBOYKU CTApPLUE FOAQ A0 MEeHApXe — MeHee 4 HI/MA

o AeBYLUKU NOCAE MEHAPXEe U XEHLWUHbI — MeHeE 5 HI/MA



Bbi6bop noAa npu BrKH

Mpu 21-rAPOKCUAA3HOU HEAOCTATOYHOCTH
NACNOPTHbIU NOA NPEANOYTUTEABHO BbIOMPATL
COOTBETCTBYIOLLUM reHeTU4EeCKOMY

UCKAIOHMEeHUS:
[lO3AHEE YCTAOHOBAEHME TEHETMYECKOTO NOAQ
Bupumamszauma V cteneHm



Koppurupyrowme onepauumu npu BIrKH

ECAM NQCNOPTHbLIU MOA BbIOMPAETCA HECOOTBETCTBYIOLLLUM

reHeTn4eckKkomy HEODXOAMMO MPEOBECTHU TOHAASKTOMUIO U
TMCTEePIKTOMUIO

KOAMYECTBO STAMOB M CPOKM MPOBEAEHMI MACKYAUHU3UPYIOLLLEN
NMAQCTUKM OMPEAEAIOTCS CTEMEHBIO MACKYAMHU3IALMM HOPY>KHbIX
reHUTAOAMM

ECAM NQCnopTHbIN NOA BbIGUPAETCA COOTBETCTBYIOLLLUM
reHeTU4eCKOMY MPOBOAMTLCS DEMUHUZUPYIOLLLAS MACCTHUKA B 2
3TANA:

| 3TAN — KAMTOPOTOMMSA B MOKCUMAABHO POHHUE CPOKM
Il 3TaN — NnAacTUKa BAAraAmLa B 8-12 Aet (14-15 Aer)



KAMHU4Yeckoe HabAoAeHune 60AbHbIX ¢ BIKH

Aetn Ao 3 AeT- 1 pa3B 1-3 MecC, nocAe 3 AeT - | pa3 B 6-
12 mecqaues

ObLlee COMOYYBCTBME

OTCYTCTBME KAMHUYECKMX MPU3HOKOB HEAOCTATOYHOCTU UAM
nepeAO3MPOBKM MPENAPATOB

APTEPUAABHOE ACOBAEHUE
TeMMbl PU3MYECKOTO M MOAOBOTO PA3BUTUA
PaboToCnoCOOHOCTb




AaGopATOPHbIU KOHTPOAb 6O0AbHbIX BIKH

ACQHHbIE IAEKTPOAUTHOIro oomeHa (Nqg, K kposu)

ACQHHbIE YTA@BOAHOIo obmeHa (rankemmsa Hatoak, O
PA3 B 3-4 roaq)

fTopMoHaAbHbIe nokasaTeAu (1/7-OH T1I; API1; ADA)
TemMnbl OKOCTEHEeHUS | PA3 B TOA
SKT B 30BUCUMOCTHM OT BO3PACTA




BeaAeHune 60AbHbIX BIKH

AaGoOpATOPHbIM KOHTPOAB (6/X KPOBU; TOPMOHDI)
1-U roA Xu3Hu 1 pa3 B 3-4 meciLEB
1r-8AeT-1pa3B 6-12 mecaues

[Ny6epTaTHbIN NeproA — 1 pa3 B 4-6 MECALLEB
B3pocAble — 1 pA3 B 6-12 mecdL.EB

XXeHLWHHbI BO Bpems bepemeHHocT — | pas B 3-4
MECALLO



BeaAeHune 60AbHbIX BIKH

[loBbILLEHNE AO3bl TAIOKOKOPTUKOUAOB NpPU
3000AEBAHMAX:

* NMPU HETIKEABIX MHTEPKYPEHTHbIX 300O0AEBAHMSIX C MOBbILLEHMEM
Temneparypbl He boaee 38°C —B 1,5-2 pasa

* MPU TPKEAbIX 3ADOAEBAHUIAX — B 2-3 PA3Q

* NPU 30DOAEBAHMIAX CO PBOTOU M AMAPEEU — MEPEBOA HA B/M
BBEAEHME



[AIOKOKOPTUKOMAHASA Tepanus Npu onepaTmUBHbIX
BMELLUATEeAbCTBAX

 [loBblLLIEHME AO3bI [K B 3-5 pa3, NEPEBOA HO B/M BBEAEHME

« 3a 30-60 mmH A0 onepaumm — 25-50 mr Solu-cortef mam 10-30 mr
MNPEAHU3OAOHA B/ M

* BO Bpems onepaumm npm CHXXeHm AA B/B KaneAbHO Solu-
cortef 0,4 mr/kr/4ac mam npeAHm3oAoH 0,1 Mr/Kr/4ac

* Yepes 2-5 AHEMN — NEePEXOA HA SHTEPAAbHbIE MPENAPATHI U
MNOCAEAYIOLLLEE MOCTENEHHOE CHMXEHUE AO3bl AO
MNOAAEPXXMBAOLLLEN



BeaseHune 60AbHbIX BIKH

BakuMHALLAS:

TOABKO B KOMMNEHCUPOBAHHOM COCTOSHMM MO
OCAQDAEHHOM CXeME HO OOHE MOAAEPXKMBAIOLLLEM AO3bI
FAKOKOKOPTUMKOMAOB

PU3MYECKME HATPY3KM: MOABUMPATCA MHAMBUAYOABHO



[MporHo3 npu BIKH

AAS XKU3HMU:

COoAbTEPAIOLLLAA CPOPMA 21 -
TMAPOKCHMAQ3ZHOU HEAOCTATOYHOCTU — HA 1-
M TOAY XM3HU AETAOABHOCTb OKOAO 10%,
MNOCAE TOAQ — B LLEAOM DAATOMNPUATHBIM, HO
BO3MOXXHQO BHE3AMHAN CMEPTL

[TpocTaga popMa 21-TMAPOKCUAA3HOMU, 1 1-
TMAPOKCUAQ3HAS, 1 /-TMAPOKCUAQ3HAY,
17,20-AMA3HAO% HEAOCTATOYHOCTb -
OAQTOMPMUATHbIM




MporHos npu BIKH

AN QPOU3NHECKOTO PA3BUTUS

OAQTONPUATHbIM MPU YCAOBMM OAEKBATHOM TEPLAMMM
AAS TOAOBOTO PA3BUTUA M PEPTUABHOCTM:

npu 21-rMAPOKCUAQ3HOM HEAOCTATOYHOCTU Y DOAbHbIX
>KEHCKOTrO rNoAQ: OAAQronpmUaTEH TOAbLKO MPM YCAOBMMU
AOAEKBATHOM TEPANMMU;

NOBbILLUEH PUCK HAPYLUEHUM MEHCTOYOABHOTO LIUKAQ M
BTOPUYHOTO MOAMKMCTO3A IMYHMKOB.

npu 21-r’MAPOKCUAQ3HOU 1 | 1-TMAPOKCH-AC3HOM
HEAOCTATOYHOCTU Y DOABHbIX MY>XCKOTO MOAQ
OAQronpPUATHbIMN, HO Y B3POCABIX NMPOU AAUTEABHOM
AEKOMMEHCALUMM MOXET OblTb OAUTOCMEPMMS U

becrnAoAMe, A TAKXKE MOBbILLUEH PUCK PA3BUTUS OMNMYXOAEM
amyex




[ToKA3aHMA K NPEeHATAABHOU AUATHOCTUKE NPU
HEAOCTATOYHOCTU 21 -TMAPOKCUAQ3DI

e BpaK ABYX reTepO3mroTHbIX HoCUTEAEM (PUCK 25%)

e bBpak BOABHOIO C reTepPO3UroTHbIM HOCUTEAEM (PUCK
50%)



[MpeHAaTaAbHAA AUATHOCTUKA NPU
HEAOCTATOYHOCTU 21 -TMAPOKCUAQ3DI

XopumoHbunoricusa Ha ?2-10 Heaeae DepeMeHHOCTH C nNposeAeHneM AHK-AMArHOCTUKM U
onpeAeAeHMeEM NOAQA MACAQ

* Mpu oTprUAaTEABHOM OTBETE AHK-AMATHOCTMKKM BEPEMEHHOCTL COXPAHSIOT
* MPU MOAOXKMUTEABHOM — BEPEMEHHOCTb MOXXET ObITb MPEPBAHA

AMHMOLLEHTE3 HO 13-16 HEAEAE DEPEMEHHOCTU C onpeAeAeHmem ypoBHa 17-OH I B
OMHMOTUYECKOU XKMAKOCTH

* NP HOPMAABHOM YpOBHE 17-OH Il 6epeMeEHHOCTb COXPAHAOT
* MPM MOBbILLUEHHOM - BEPEMEHHOCTb MOXET ObITb MPEPBAHA
C 4-5 HeaAeAn DepeMEHHOCTU — AeKCAMeTA30H 20-25 mkr/kr (Mo 0,5 mr 3 pa3a B AEHb)

Ha 9-10 HeaeAe BepeMEHHOCTM MOKA3AHA XOPMOHBMoncua ¢ nposeaeHmem AHK-
ANQATHOCTUMKU 1 OMPEAEAEHMEM MOAA MAOAQ

* npu otpmuateAbHoOM oTBeTe AHK-AMArHOCTUKM U MPU MOAOXKMUTEABHOM OTBETE Y MAOAQ
MY>XXCKOIO MOAQ TEPANUIO AEKCOMETA3ZOHOM MPEKPALLLAIOT;

* 1PU NMOAOXKMTEABHOM OTBETE Y MAOAQ XXEHCKOIO MOAQ — MPOAOAXKAOT AO KOHLLQO
bepeMEeHHOCTU



BpoXaeHHad  AMCCDYHKUME  KOPbl  HOAMOYeYHMKOB  (BAKH)
(QAPEHOTEHUTAABHbIM CUHAPOM (AIC), BOOXXAEHHQOS
HOAMOYEYHMUKOBAS TUMEPNAQ3mMg) — TPynna 3000AEBAHMM C
AYTOCOMHO-PELLECCHMBHBIM  TMIMOM  HOCAEAOBAHWMA, B OCHOBE
KOTOPbIX  AEXMUT AEPEKT OAHOTO M3  JdODEPMEHTOB  MAU
TPAHCMNOPTHbLIX OEAKOB, MPUMHUMAIOLLIMX Y4OCTME B OUMOCKMHTE3E
| KOPTU30AQ B KOPE HAAMOYEYHMKOB.

[1O3AHI9  AMATHOCTMKA, HEKOPPEKTHAS M  HECBOEBPEMEHHOS
TEPANMI BAEKYT 30 CODOU TIKEABIE MOCAEACTBUS, BMAOTb AO TMOEAU
pebeHKa. HEOHATAABHAOS CMEPTHOCTb OT COAbTEPAOLLLETO KPUM3A
©e3 AMArHO3a COCTOBAIAG OT 4 A0 10%, HenpasmAbHOE
OMNpPEAEAEHME MOAQ Y A€BOYEK — AO 10% CAYy4OESB.

PAQcnpoCTpAHEHHOCTh AePUMUMTA  21-TMAPOKCUAQ3bI B MMUPE,
PACCYUTOHHAY MO  AQHHbBIM  HEOHATAOABHOTO  CKPWHMHIQ,
cocTaBAdeT 1 cAydam HA 14 000 >KMBbIX HOBOPOXAEHHbIX, B POccum
— 1:9 500, B8 APO 1:12 000. Mo AQHHbIM 2023 T 3060/\eBOeN\OCTb
BAKH B XabapoBCKOM Kpae coCcTaBnAa 8,6 Ha 100 TbiC :

AAABHEBOCTOYHbIF
FOCYAAPCTBEHHbIH
4,0 MEAMUMHCKMIA

N YHUBEPCUTET




HeoOHATAAbHbIN CKPUHUHT

B HacToswee Bpems u3bexarts AMATHOCTMYECKMX OWUOBOK nomoraeT
HEOHATAAbHbIU CKPUHUHT. HEOHATAABHBIM CKPUHUHI KAAccudeckon coopmbl BAKH
Brepsble B MUpe ObIA BHeapeH B CLUA B 1977 r., a B Poccun — ¢ cepeamHbl 2006 T.

o C 2023 r.BCE HOBOPOXAEHHbBIE OBCAEAYIOTCS HO LLUMPOKMM PIAA
HOCAEACTBEHHbIX 3000AEBAHUM C LLEABIO PAHHETO BbISBAEHMS U
HOYOAQ CBOEBPEMEHHOTO AEYEHMSA, O POAUTEAU MOAYHAIOT
BO3MO>XXHOCTb MPOdOUAAKTUPOOBATL MOIBAEHME DOABHBIX AETEMN.

* AA9 AETEM CTAPLLENO BO3PACTA PA3RADOTAHA NPOrPAMMA
CEeAEKTUBHOIro CKPUHUHIA, HOMPOBAEHHOIO HA BbIABAEHME
3000AEBAHMM Y KAMHMYECKM BECCUMMMITOMHbBIX MAU MMEKOLLIMX
MMHUMOABHbBIE KAMHUYECKME MPOIBAEHMSI AULL.

Cumnosunym «Pegkune 3abonesaHms, Kak 3anog03puTb, Ha 4To 06paTUTL BHUMaHUe». Meguatpudeckan dpapmakonorua. 2024;21(2):167-170.

K
https://doi.org/10.15690/pf.v21i2.2749



https://doi.org/10.15690/pf.v21i2.2749

« CTATUCTMHECKMM QAHOAAM3 EXETOAHbIX COOPHUKOB,
BbIMYCKABLUMXCA MEANUMHCKMM MHJOOPMALMOHHO- . e
AQHAAUTMHECKMM  UeHTpom  (MHUAL) M3 XK 30 i
NepUoA 2015-2023 . KOACQIOLLLMXCH
3000AEBOEMOCTU AE€TEN OT 0 AO 17 AeT

« AHOAM3  AQHHbBIX  KAMHMYECKOTO  HADAKOAEHMS
pebeHka ¢ BAKH, HabatoaatoLerocs B KIbY3 "AlKI
Ne3" MMHUCTEPCTBA 3APABOOXPAHEHMS n 7 mopoy
XabapoBckoro kpas doopma 112/y KIBY3 "AlKM '

Ne3" r. XabapoBCcKa

AAABHEBOCTOYHbIF
5 TOCYAAPCTBEHHDIN
A, MEAMLIMHCKHIA
N YHUBEPCUTET
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AeBo4ka H., 17 AeT coCToUT HO «A» y4eTe ¢ AmarHosom: E25.0

BAKH, aAedouumt  21-TMAPOKCUMAQ3bl,  COAbTEPAIOLLLAA

QPOOPLMA  (romosurotHaa mytauma (172N B reHe CYP21A2). Topok pa3BuUTUS

NOAOBbIX opraHoB (CIO B 2013r.) BropmiyHas ameHoped. TMpPpeonAMT AYTOMMYHHbIN,
AYTUPEO3. BUTUAMIO. Mmonug 1 CT.

M3 AQHOMHE3A: POAMAACH AOHOLLEHHOM OT 1 OepeMEHHOCTH, MPOTEKABLLUEMN C
YIPO30M MPEPLIBAHUA HO 16 HEAEAE, OTMEYAAOCH TYyroe OOBMTUE MYMNMOBUHBLI BOKPYT
LLIEUN, XPOHUYECKASA TMMNOKCHI MAOAQ. MACCA TeAd npu poxaeHun 3470 1, AAMHA
TeEAd 53 CM, oueHKa no wkaae Anrap 8/9 OAAA0B. 30KPUHOAQ CpA3y.
[ToodomMAQKTMHECKME MPUBMBKM MO BO3PACTY. HEOHATAABHbLIM CKPUMHUMHT B34T HA 4-€
CYTKM B POAAOME.

Ob6pallaet Ha cebq BHUMMAHME, YTO POAHOM BPAT MOMBI
YMEP B BO3PACTE 3 HEAEAb OT HEYKPOTUMOM PBOTHI.

AAABHEBOCTOMHBIH
TOCYAAPCTBEHHbIFH
Ayime. MEAMLIMHCKMA

N T YHWUBEPCUTET




AAABHEBOCTOYHbIF
5 TOCYAAPCTBEHHBIH
Am. MEAMLIMHCKWI
N YHUBEPCUTET

B | mecC - NOIBAEHUE MYLLKOBbIX BOAOC HO AODKE, BBICOKME TEMIMbI POCTA.

OHAOKPUHOAOTOM HA3HAYEHO OBOCAEAOBAHME: Y3M HAAMOYEYHMKOB, TMMYCQ,
AI2A, KopTn3ona, 17-Ol1l, kKopTm3on, TIT.

B 1 mecdu OblA  YCTOHOBAEH  AMATHO3: TPAH3MTOPHbLIM  TMMNOTUPEODS,
HOAMOYEYHMKOBAA HEAOCTATOYHOCTb.

B 3 meciua 6bIA YCTAHOBAEH AMArHO3 301,
B 1 roa XXOQAOObBI HO CAQDOCTb B HOIFAX, COMO HE XOAMAQ

[TOBTOPHO OOCAEAOBAHO 3HAOKPUMHOAOIOM B CBS3M C MPOrPEeCCUPOBAHMEM
AODBKOBOIro OBOAOCEHMS, YCKOPEHMEM TEMIMOB POCTA.

B ceHtdbpe 2009 r. (2,5 road) - B TOPMOHOABHOM MPOJOUAE OTMEYHAAOCH
nosbiLeHne ypoBHs 17-Ol A0 8,46 HI/MA, YPOBHM SAEKTDOAMTOB B MPEAESACAX
HOPMbI, KOCTHbIM BO3PACT (KB) COOTBETCTBOBAA 4-4,5 TOAQM, KAPUOTUM
46XX. OTMEYAAACh HE3HAYUTEABHAY runeptpodua kamtopa (lMpaaep 2),
MMNOMNAQ3MS MOABIX MOAOBbLIX TYO. 3[T HE MOAYYOAQ. YCTOHOBAEH AMATHO3 BAKH:
BUPUABHAS ODOPMA.




B HOoaOpe 2009 r. (2,6 aet): 17-OIF 50 Hr/maA, AIDA-c 82,2
MT/MA, YOOBHU SAEKTPOAMTOB B MPEAEAAX HOPMBbI.

YCTAOHOBAEH AMATHO3: BUpuAbHAY doopmMbl BAKH HO OCHOBAHMM
BUPDUAM3ALIMKM  [TpaAEp 2, MPEXAEBPEMEHHOE AAPEHAPXE,
NOBbILLEHHbIM __ypoBeHb  17-Oll. Kpu3  HOAMNOYEYHMKOBOM
HEAOCTATOYHOCTM ra dooHe OPBU.

C anBapa 2010 r. (3-x AeT) HOYaTA Tepanumd [K- koptedd B AO3€E
8,75 mr/cyt (15 mr/m?/cyt.).

Ha dooHe MNPOBOAMMOIO AEYEHUA >XKAAOObI HQA CHMXEHMUE
AnneTmTq, CAQDOCTb, MOBbILLEHHYIO YTOMAAEMOCTb
COXPAHIAMUCH. YUUTbIBAS COXPAHAOLLLEECS MOBbILLEHME YPOBHS
17-Ol (aekabpb 2009 r.) A0 116,1 HMOAB/A € 11.02.2010 roaa
AO30 KOPTEXDA ObIAG YBEAMYEHA AO 11,25 mr/cyTkm (20 Mmr/m?2).

AAABHEBOCTOYHbIF
5 TOCYAAPCTBEHHDIN
A, MEAMLIMHCKHIA
N YHUBEPCUTET




3 mapta 2010 r. AOCTAOBAEHA B cTaumoHap no CMI1 ¢ KAMHUKOM

OCTPOM HOAMNOYEYHMKOBOUN HEAOCTATOYHOCTU (HAPACTAKOLLLOS
BIAOCTb, CAQDOCTb, MPAUMOPHOCTb KOXM, TMNOTEPMMI) OTMEYTAACH
[MOOTAMKEMUA AO 1,9 MMOAB/A, KETOHEMME 4+).

Ha doHe WHbEKUMM TUAPOKOPTUMIOHA COCTOIHME  YAYHLLIMAOCH,
BbIMMCAOHAO HA TEPAnMM KOPTEAOM B AO3€E 15,4 Mr/CyTKM (29 Mr/m?2)
C PEKOMEHAQLMEN K MOCAEAYIOLLLEMY CHUMXEHUIO A03bl A0 11,25
MT/CYT., MMHEPOAOKOPTUKOUADBI HE MOAYHAAQ.

B Hod6pe 2010 r. (3 1. /7 mec.) KB cooTtBeTCcTBOBAA 4,5-5 roaam, 17-
OMNnr 1,91 Hr/MA, YPOBHU DAEKTPOAUTOB B MPEAEAOAX HOPMGbI.
Ha3sHa4yeHa Tepanmsg KOpTMHEDAOOM B A03E SO MKI/CYTKM, KOTOPYIO

PEOEHOK MOAYYOA B TEYEHME 3 HEAEADL C MOCTENEHHOUN OTMEHOM

AAABHEBOCTOUHbBIA
FTOCYAAPCTBEHHbIH
MEAMUMHCKKUHA



Brepebie oOcAeAOBOHA B PIBY  «HAUMOHOABHBIM ~ MEAMUMHCKMM  MCCAEAOBATEABCKMM  LLEHTP
SHAOKPUHOAOTUMY M3 PP (PIBY SHLL) B mapTe 2011 1. (4 roaq):

-pocTt 104,5 cm (SDS pocTta +0,99)

-KB COOTBETCTBOBAA 5,5 AET

-17-OII 0,8 HMOAbL/A (HO dboHe Tepanumm 16 Mr/m2 Koptedoa)
-AKTT 2,2 HT/MA

AMATHO3 ObIA MOATBEPXKAEH MOAEKYAIDHO-TEHETMYECKM, BbISBAEHO TOMO3IMUIOTHAS MyTaums 172N B reHe
CYP2IA2.

B 2013 r. HOXOAMAQCH HO OBCAEAOBAHWKM B PIBY DHL, ¢ XOAODOMM HA HEAEPXKAHME MOYM MOCAE QAKTA
MOYEMNCNYCKAHUA. YYMTBIBAA XXAAOOBI, HOAMHYME Y3KOTO YPOTEHUTAOABHOIO CUMHYCQA, CKOMAEHME XMAKOCTM B
NO3AAMMATOYHOM MPOCTPAHCTBE MO Y3M BbINMOAHEH 1 3TAN OEMUHUIMPYIOLLEN MAACTUMKM HAPYXXHbIX
MOAOBbIX OPIFOHOB (YOCTMYHOE PACCEYEHUE YPOTEHUTAABHOIO CUMHYCA, MCCEYEHME TMNEPTPOTUPOBAHHOM
KOXHOWM CKAQAKU KAUTOPA).

B 5 AeT OOpPALLAAMCH K HEBPOAOTY C >XAOAODOMM HA TOAOBHYIO OOAb B ODAQCTM ADQ, YTOMAAEMOCTb,
METEO3ABUCMMOCTb. YCTAHOBAEH AMArHO3 - QACTEHO-BETETATMBHbLIM CUMHAPOM HA JoOHEe OCHOBHOTO
3000AEBAHMS.

B mae 2014 r. roCnmMtaAmM3mMpOBAHA MO 3KCTPEHHbIM MOKA3AHMAM C HOAMOYEYHMKOBBIM KPM3OM HA COOHE
OPBU (NpoO9BAEHUE B BUAE TOLLIHOTBI M MHOTOKPATHOM PBOTHI).

N~

AQHHbIE KPM3OBbIE COCTOSIHMS YHACTUAMCD (4 SMM30AQ 3Q TOA), KORPUTMPOBAAMCH B AOMALLHMX YCAOBMS

FTOCYAAPCTBEHHBIH
MEAMLUIMHCKMIA
YHWUBEPCUTET

NS




HeBpoaor B ceHTabpe 2015 - XXKAAOObI HO MYAbCUPYIOLLLYIO MPUCTYNOOOPA3HYIO FTOAOBHYIO BOAbL B
TEMEHHOM ODAACTM CMNPABA, COMPOBOXAQOLLYIOCSH TOLLUHOTOM. YCTAOHOBAEH AMATHO3: CBA no
CMELLAHHOMY TUMY C MUTPEHO3HbLIMM MAPOKCHM3IMAMM, HLLOTT,

Hespoaor B Aekabpe 2016 - POI1, UAC. Nlocnutaamsaums B NHO AKKB, HaOnpaBAeHMe HA
roobcaepoBaHMe B PAKE r.MockBa. AMArHo3: HOCAEACTBEHHO-ODMEHHOE 3000AEBAHME M3 TPYMIMbI
MUTOXOHAPUAAbHbIX.

B mioHe 2021r. KB cooTBETCTBOBAA 14 TOAQM.

B mapTte 2022 r. AAS MOATOTOBKM K YCMNELLHOM MHTPOUTOMAQCTUKM PEKOMEHAOBAHO MPOBECTH
KOPPEKLMIO TERAMUU AAT AOCTMXKEHUSI PETYAIPHOTO MEHCTPYOAABHOIO LIMKAQ (MEHAPXE C AEKADPHS
2021r1.) 1 YAOBAETBOPUTEABHOM DCTPOTEHU3IALLMM.

B 2023 r. HOXOAMAQCH B PIBY DHL, € XXOAODAMM HO OTCYTCTBME MEHCTPYAUMM C anpeas 2023 . (A0
BTOrO MEHCTPYALMM HEPETYAIPHbIE MO 4 AHS, Yepes 28-30 aHen). B xoae 0OCAEAOBAHMUS
YCTOHOBAEHO, YTO NALMEHTKA KOMMEHCUPOBAHA MO TAIOKO- U MUHEPAAOKOPRTUKOMAHOM
HEAOCTATOYHOCTH. MMEeET MEeCTO AMArHO3 BTOPUYHOM OMEHOPEN. B CBA3M C HOPMOABHbBIM YOOBHEM
SCTPAAMOAA U AOCTATOYHOM DCTPOTEHU3IALMM CAMIUCTBIX MOAOBBIX OPITAHOB, OLIAO MPUHAITO
PELLUEHMNE O MPOBEAEHMU XMPYPIMHECKOTO A€4EHMS. TAK XK€ HA3HAYEHA 30MECTUTEABHAOS
FOPMOHAABHAS TEPANUI SCTPAAMOA 2 MI + AMAPOrecTepPoH 10 Mr (J0eMOCTOH) NMo 1 TODOAETKE B
AEHb, KOHTPOAb ¥ 3 B KOHLLE 4-TO LLIMKAQ.

B anpeae 2023 yCTOHOBAEHME AMATHO3A - MUTPEHD C AYPOMU

AAABHEBOCTOYHbIF
B TOCYAAPCTBEHHDIN
A, MEAMLIMHCKHIA
N YHUBEPCUTET




HO doeMOoCTOHE LUMKA HOPMAOAU3OBAACA. PEKOMEHAOBAHO
NpoBeEAEHME 2 3TANA OEMMHUBUNPYIOLLLEMN MAACTUKM, MOCTOAHHAS
NOXXM3HEHHAR 3[ T TAIOKO- M MMHEPAAOKOPTUKOUACMM
(TMAPOKOPTM3OH M ADAYAPOKOPTM3IOH).

[1o1 MHTEPKYPPEHTHbLIX 3000AEBAHUAX C MOBbILLEHMEM TEMMNEPATYbI
TEAQ, TOABMAX, BOKLUMHALMAX, CTRECCOBbLIX CUTYALLMAX
PEKOMEHAOBAOHO MOBbILLEHME AO3bl KOPTEXDA B 2-3 PA3A HA NEPUOA
MPOOBOLUMPYIOLLLENO COAKTOPA C LIEABIO MPEAYNPEXAEHUA KPU3A
OCTPOM HAAMNOYEYHMKOBOM HEAOCTATOYHOCTH, C MOCAEAYIOLLIMM
CHMXKEHMEM AO3 AO MCXOAHbIX, KOHTPOAb TOPMOHOABHOTO COOHQ,
OUOXUMMU, MACHOBbLIE TOCMUTAAM3AUMM B PIBY DHLL.

bHE YHbI
FTOCYAAPCTBEHHbIN
MEAMUMHCKKUHA




U3MeHeHMs NoKAa3aTeAeun pocTa U Beca

Macca tena AA/p

(xr)
3.47
5,46
5,46
57
6,1
6,5
6,7
7.1
8
8,5
8.8
8,7
9.8

10,2

(cm)
52
59
59
61
67
66
67
70
72
74
76
76
79

82

Bo3spacT
Oroa
Omec
Oroa
Omec
Oroa
2mec
Oroa
2mec
Oroa
4dmec
Oroa
5mec
Oroa
bmec
Oroa
7mec
Oroa
9Mmec
Oroa

10mec
Oroa
11mec
Troa
Omec
Troa
3mec
Troa
b6mec

BospacT (B

mecsauax)
0
0,9
2

2,9

10
11
12
15

18

K pocTy
-0,99
-0,31

-0,31

Z-3Ha4YeHue MAcCChbl TeAa Z-3HA4Y AAUHDbI/POCTA K

BO3PACTY
1,53
2,75
0,94
0,58
2,26
1,18
0,86
1,15
0,75
0,99
1,56
1,03
0,79

0,67

Z-3Ha4Y MAacchbl TeAd K

BO3PACTY
0,51
2,01
0,48
-019

-0,42

Z-3Ha4 UMT k
BO3PACTY

-0,42

0.8

or
(cm)

34
39
39
40
42,5
42
42,5
42,5
42,5
45
45,5

45

Z-3HaY

or

0.1
2,12
0,61
0,39
1,51
0.4
0,22

-0,26

0,56
0,68

0,07



Macca tena (kr)An/p (cm) Bospact Bospact (B mecauax) Z-3HayeHne Maccbl Tefia K pocTyZ-3Hay 4/1MHbI/pocTa K BO3pacTy Z-3Hay Macchl Tena K Bospacrty Z-3Had MM K Bospacty O (cm) Z-3Hay @J\
4
&)

12,5
13
13,5
13,5
14
14,5
15

16

2roA
93 4mec
2roa
98 7mec
2roa
98 9mec
2roA
99 10mec
3roA
100 Omec
3roA
100 2mec
3roA
102 bmec
3roA

104,5 11mec

28

31

33

34

36

38

42

47

-0,78
-1,37
-0,94
-1,14
-0,94
-0,54
-0,59

-0,41

1,13
1,82
1,37
1,43
1,3
0,92
0,72

0,55

0,12
0,06
0,12
0,01
0,08
0.14
0,01

0,05

-0,91
-1,67
-1,15
-1,39
-1,14
-0,68
-0,69

-0,46

AAABHEBOCTO4HBIA
FTOCYAAPCTBEHHbI

N YHUBEPCUTET



Macca Tena (kn

Hopmel BO3

30 -

25 -

[
=]
T

77 Bozpact : 3rog 11mec (4Tmec), Z-2Havenue: 0,05

+3C0O 7

+2C0

MegwaHa)

iy
€n
T

20
-3CO

AN

0

12 24 26

Bospacr (e MecAuax)

48 a0

AnuHa TenafpocT (M)

120
110

100

50

l1':||||||||||||||||||||||||||||||||||||||||||||||||

Hopmel BO3

" Boszpact : 3rog 11mec (47mec), z-3navenne: 0,55

_—

+3C0

// Megmnaua

a0

g0

a0

—

36 48 &80

Bozpacr (E MecAuax)
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Macca teaa (kr)

17.9
20
20,5
21,7
24
25
29
31
32,2
35
35
44,7
48

47
49

54

An/p (cm)

113,5
120,5
121
125
126
130
133
136
141,5
143,5
145
154
156

158
162

162

Bo3pacTt
Sroa 8mec
éroa 10mec
/roa 1mec
7TroAa 8mec
8roa 3mec
8roa 7mec
9roa Smec
9roa 10mec
10roa émec
11roa 3mec
Tlroa 7mec
13roa 3mec
T4roa 2mec

14roa 9mec
15roa 6mec

16roa 6mec

Bo3pacrT (B mecauox)

68
82,1
85
92
99
103
113
118,1
126
135
139
159
170

177
186

198

Macca

-0,59
-0,63
-0,64
-0,68
-0,45
-0,44
-0,14
-0,05

AAMHQO

0.06
0,11

-0,05
0,06
-0,35

-0,33
-0,26
-0,05
-0,46
-0,55
-0,49
-0,61

-0,48
-0,03

-0,11

NMT
-0,98
-1,1
-0,95
-1,11
-0,38
-0,66
0,05
0,11
-0,42
-0,2
-0,48
-0,06
0.01

-0,48
-0,69

-0,11

G
AS ™
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Hopmel BO3-a no pocTvipasBuTHiD AeTel (0T poxd. Ao 60 mec.), CnpaeoyHble Tadnuuel BO3-a, 2007 r. (61 Mmec— 19 net)
&0 f

55 [

Macca Tena (k)

5]
[+ 1]

50 [

45 [

o] Y
] [=]

1]
=]

+35D

+25D

] 12 24 36 48 50 T2 54 =] 108 120

BoapacT (E MeCALax) (EenUurHa (BeNWUWHE) 23 NpeJenamMi AManasoHa

InuHa TenalpoeT (M)

Hopmel BO3-a no pocTy/pazenTHo geTen (oT poxa. oo 60 mec.), CnpagodHele Tabnuuel BO3-a, 2007 r. (61 mec— 19 neT)

1890 |

180

160

7 Boapact:16rog 6mec (198mec), z-ckop: -0,11
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NM3MeHeHuAa noka3artenem 170H-

nporecrepoHa

AdaTa nokasaTteAb (HMOAb/MA) pedepeHc
19.10.2010 1.9 0,07-1,53
24.05.2011 2,472 0,2-0,8
26.11.2012 13,22
16.04.2013 0.9 0,5-3,3
04.02.2014 3.4 0,2-5,0
30.10.2014 15,23 0,21-5,15
06.10.2015 27,88 0.21-5,15
24.01.2016 81,6 0.21-5,15
28.02.2016 45,7 0,21-5,15
28.05.2016 40,52 0,21-5,15
09.12.2016 77,78 0.21-5,15
22.11.2017 139,7 meHee 4,0
03.07.2018 48,3
08.10.2018 165,32
11.04.2022 2,6 HF/MA
05.01.2023 31,89 Hr/mA 0,41-2,35 & FOCYAAPCTBEHHbI/

MEAMUWHCKWIA

5
@)
N YHUBEPCUTET



[1O0 AQHHbBIM CTATUCTUKM OOLLLOS According to statistics, the total incidence

3a6oaeBaemocTb AIC B XK B 2015- of AHS in HC in 2015-2023 is in the range
2023 r.r. HOXOAMTCS B MPEAEAAX 6-11 of 6-11 per 100,000 population aged 0-17
HA 100 000. HaceaeHMna 0-17 AeT, 4YTO years, which is comparable with data for
COMOCTABMMO C AQHHbLIMM MO PP 1 the Russian Federation and the Far
APO. Mo AOHHBIM CTOTUCTUKM B Eastern Federal District. According to
XCI6CJpOBCKON\ Kpae B 2023 FOAY B statistics in the thbarovsk Territory in
cpasHeHmn ¢ 2016 OTMEYAAOCH 2028, compared with 2016, there was @
ecrease of 1.3 times As for the primary
YMEHBLLIEHUNE TIOKA3UTEAA B 13 pPA3d Incidence, the indicator tends to
410 KOCOETCa NEPBUYHOM decrease, and in 2023 it decreased by 11
3000AEBAEMOCTH, TO NMOKA3IATEAD times compared to 2016. The primary
MMEET TEHAEHLIMNIO K CHUKEHUIO, 1 B incidence in the Khabarovsk Territory
2023 rOAY YMEHbBLLMACS B CPABHEHMM throughout the study period was higher
c 2016r.8 11 pas. than in the Far Eastern Federal District

- : 4 « and the Russian Federation. But since
[TepBrYHAs 3000AEBAEMOCTb B ' " umigiiage, '2020; it has changed its trend.
XAOAPOBCKOM KPAE HA MPOOTHk ¢ i, e

BCEro neproAQ MCCACAOBOHMA * sl il
BbiLLIE HeM B APO U PP. Ho € 20+ 5o st ¥ &
rOAQ MU3MEHMAC CBOU TPEHA. T T

id

AAABHEBOCTOUYHbIMA
TOCYAAPCTBEHHbIH
MEAMUMHCKWIA
YHWBEPCUTET




TAKMM ODPA30M, BbILLEMPUMBEAEHHbIN
KAMHUYECKMMU CAYHOM NMOAYEPKMBAET BAXKHOCTb
BHUMOTEABHOIO OTHOLLIEHMS BPAYEM PA3AMYHbBIX
CNneumaAbHOCTEN (HEOHATOAOTOB, MEAMNATOOB,
SHAOKPUHOAOTOB, MHADEKLMOHMCTOB, HEBDOAOIOB
M TMHEKOAOTOB) K BO3MOXXHOCTM MO3AHETO
NPOABAEHMA 3QDOAEBAHMUS.

BHeApEeHWE HEOHATAABHOIO CKPUHMHIA U
PA3BUTUE MOAEKYAIPHO-TEHETMHECKOTO
TECTMPOBAHMS 3HAYUTEABHO YMPOCTUAM U
YCKOPUAM AMATHOCTUKY BAKH, OAHOKO He BCeraa
MO3BOAAOT CBOEBPEMEHHO BbIFBUTH
HOCAEACTBEHHYIO MATOAOTUIO.

B AQHHOM CAYy4OE HODAIDATETCA HEAOOLLEHKA
CEMENHOTO OHAMHE3A M MEAAEHHOE PA3BUTHE
KAQCCUYECKMX KAMHMNHYECKMX CUMNTOMOB Bl KH.

POpPMA CUHAPOMA C AEPULIMTOM 21-
TMAPOKCMAQ3bI, BbI3BBOHHAA TOMO3MIOTHOM
mytaumen 172N B reHe CYP21 A2, meHee OonacHA
AAS XXMN3HU N3-30 OTCYTCTBUA TAKEAbBIX
DAEKTPOAUTHBIX HAPYLLUEHMN M CUHAPOMA NOTEPU
COAM.

Thus, the above clinical case highlights
the importance of attentive attitude of
doctors of various specialties
(neonatologists, pediatricians,
endocrinologists, infectious diseases
specialists, neurologists and
gynecologists) to the possibility of late
manifestation of the disease. The
introduction of neonatal screening and
the development of molecular genetic
testing have greatly simplified and
accelerated the diagnosis of VDCN, but
they do not always allow timely detection
of hereditary pathology. In this case,
there is an underestimation of the family
history and a slow development of the
classic clinical symptoms of HCV. The
form of 21-hydroxylase deficiency
syndrome caused by the homozygous
1172N mutation in the CYP21AZgene is
less life-threatening due to t}§& ab= SRCce
of severe electrolyte disturlygees "
salt loss syndrome.

AAABHEBOCTOYHDIM
FTOCYAAPCTBEHHbIH
MEAMUMHCKHIA
YHUBEPCUTET



* [eM HE MeHee, HECBOEBPEMEHHAOS Nevertheless, untimely correction of

KOPPEKUNA TMNEDAHADOTEHUA adrenal hyperandrogenism can lead to
HOAMOYEYHMKOBOTO MPOUCXOXKAEHMS impaired physical and sexual
MOXKET NMPUBECTU K HAPYLLIEHWMAM development: short stature due to early

dOU3MYECKOro 1 MOAOBOTO PA3BUTUS:
HM3KOPOCAOCTM M3-30 PAHHETO
30KPbITKS 30H POCTA, A TAKXKE

closure of growth zones, as well as
problems with the formation of external

NPOBAEMAM C ADOPMUPOBAHUEM genitalia, hypoplasia or polycystic
HOPY>KHbIX MOAOBbIX OPIAHOB, ovarian cha_mges and |mp§ured_gter|ne
IMMAONAQ3MU MAM MTOAMKUCTO3HbBIM growth, which can cause infertility and
M3IMEHEHUAM AMYHMKOB M HOPYLLIEHUIO social maladjustment. Seizures of

OCTA MATKM, HTO MOXKET BbI3BATb uncontrolled vomiting and asthenia

eCrnaAocArEe N COUMAAbHYIO during hypo-adrenal crises can be
AE30AANTALULMIO. mistakenly interpreted by specialists as

o ﬂpMCTYI‘IbI HeKOHTpO/\l/IpyeN\OPI DBOTbI U acute intest.inal infections, which leads

ACTEHMM BO BPEMSA TMMOAAPEHOAAOBBIX o the appointment of unnecessary
KIPM30B MOTYT ObITb OLLIMOOYHO therapy.

MHTEPMPETUPOBAHbBI CMELMAAMCTAMM
KOK OCTPble KMLLEYHbIE MHADEKLMM, HTO
NPUBOAMT K HO3HOYEHMIO HEHY>KHOM
TepaAnmu.




e OcHOBOM AeveHMa BAKH aBAaseTCS

3AMECTUTEABHAOA TOPMOHOAbHAOA Hormone replacement therapy (HRT) is
Tepanus (3IT). the mainstay of treatment for VDKN. Oral
« AN AeTen ¢ BAKH onTMMOAbBHOM _ hydrocortisone at a dosage of 20 mg/m2
Tepanmen 9BAdeTCqd NepoOpPAAbHbIM IS the optimal therapy for children with
MAPOKODTM3OH B AO3MPOBKE 20 VDKN. With the wasting form of
MI/MZ. TToU COABTEPSIIOLLIEM adrenogenital disorders, the use of the

POPME QAPEHOTEHUTAABHbIX

DOCCTPOMNCTB Tpe6yeTcs1 mineralocorticoid fludrocortisone at a

VYIOTDEDAEHMS dose of 0.05-0.15 mg/ m2 is r.equired. to
MMHEPAAOKOPTUKOMNAQ prevent acute hypo-adrenal crises during
Cb/\g/ApOKOpTMBOHCI B A03e 0,05— intercurrent infections, physical and

0,15 MI/M? AAs MOEAOTBOALLLEHMS psycho-emotional stresses, as well as
OCTPBIX TMINOJADLEHUAOBBIX KOM3OB during accelerated growth and puberty.

EII—HISDDGMKOLL%IEHggEBKXHF)e%eI(II_/II;HEIX This helps to optimize the physical
HCMXOIEN\OILLMOHCI/\beIX development of the child.
CTPECCOB, O TAKXE BO BPEMI

YCKOPEHHOIO POCTA U

nyoeprtaTta. 210 crnocobcTeyeT

ONTUMM3ALMM AOM3MYECKOTO

PA3BUTMI PEDEHKA.

AAABHEBOCTOYHbIF
5 TOCYAAPCTBEHHbIH
A im. MEAMLIMHCKMIA
N YHUBEPCUTET




* POHHA9 AMATHOCTMKO U AEYEHME, BKAIOYAS

d:)e/v\l/IHmMpnyLLLny XMPYPIMYECKYIO Early diagnosis and treatment,
NAQCTUKY TEHNTOAUMM Y AEBOYHEK, MOTYT iIncluding feminizing genital
CNoCoOBCTBOBATE HOPMOABHOMY MOAOBOMY surgery in girls, can contribute to
CO3PEBAHMIO U TIOTEHLLMAABHOM normal puberty and potential

APEPTUABHOCTH Y NnaumeHTos ¢ BAKH, 41O B L . _
CBOIO O4E€PEAb YAYHLLAET UX KAYECTBO XKM3HM fertility in patients with VDKN,
M CNOCOOCTBYET COLUMAABHOM QAQNTALLMM. which in turn improves their

. quality of life and promotes social
geﬂgogﬁgégngﬂgAAag%AréﬁLg‘aMTblBC]Tb adaptation. Specialists should

HEAOCTATOYHOCTM M COMYTCTBYIOLLIME take into account the possibility of
HOPYLLEHUs COYHKLMM_LLEHTDAABHOM I multiple organ failure and
BEr€TATUMBHOU HEPBHOM CUCTEMbI NP BAKH. concomitant dysfunction of the
« CAOXHOCTM B BEAEHMM MALIMEHTOB C central and autonomic nervous
MOAOCUMMMOTOMHBIMM cbop/\/\g/\/\y] system in VDKN. The difficulties
3000AEBAHNA M1 HEODOXOAMMOCTb in managing patients with low-
MHAMBUAYOAM3UOOBAHHOM TEPAMUM TPEOYIOT symptomatic forms of the disease
ACQAbHENLLETO N3YHEHUNA A O6CY>KA€HVI$|. and the need for individualized
therapy require further study and
discussion.

AAABHEBOCTOYHbIF
5 TOCYAAPCTBEHHbIH
A im. MEAMLIMHCKMIA
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MPU3HAOKU BO3MOXXHOIO reHeTU4ecKoro 3a60AeBaHus

* [1pu BbISBAEHMM MOPAXKEHMI HECKOABKUX
OPraHOB U CUCTEM OAHOBPEMEHHO,
« Koraa HeT achdbeKkTa OT CTAHAOPTHOU
MNOOBOAMMOM TEPAMUM HO MPOTIKEHUM
AAMTEABHOTO BPEMEHM.

B cAy4yae BbISBAEHMS OOO3HAYEHHbIX MPU3HAKOB
HaMbOAEeE PAHHEE MEAUNLMHCKOE BMELLIATEALCTBO
MNO3BOAUT COXPAHUTb TOKOMY MALMEHTY XXM3Hb M
3A0POBbLE.

[TOKQ3AHMIMM AAS BO3SMOXXHOTO MOUCKA
3000AEBAHNM
M3 TPYMMbl HOCAEACTBEHHbBIX OOAE3HEN OOMEHA
BELLLECTB ABAIIOTCS
OTArOLLLEHHbIM CEMEMHBIM AHOMHE3,
BHE3AMHOE YXYALLIEHME COCTOAHUSA C PA3BUTUEM
KAMHUYECKM 3HOYMMOTO CUMITOMOKOMMAEKCA,
MYAbBTUCUCTEMHbBIN XAPAKTEP NOPAXKEHMUS -

KPACHbIe PAArU ars BoAee TLLATEABHOIO U
cKkopeunLero o6CAeAOBAHMS.

When multiple organs and
systems are affected at the same
time, When there is no effect
from the standard therapy for a
long time. If these signs are
detected, the earliest medical
intervention will save such @
patient's life and health.
Indications for a possible search
for diseases from the group of
hereditary metabolic diseases
are a burdened family history, @
sudden deterioration in the
condition with the development
of a clinically significant symptom
complex, and the mulfisystem
nature of the lesion are red flags
for a more thorough and speedy
examination.



Cnacub6o 30 BHUMAHMUE

e HUKKOAO MAOKMaBeAAU, 15 BeK:

* (TXKEAYIO OOAE3HD
. BHOYOAE A€rKO BbIA€YUTD,
HO TPYAHO PACMO3HATD,
KOTrAQ XX€ OHAO YCUAUAQCHD, |
ee Aerko pacno3HATb, HO |
y>Xe TPYAHO BbIA€4YMTbD).




