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IMI3HI ®OPMU AIPEHOT'EHITAJIBHOI'O CHHAPOMY.
CYUYACHUH OI'Jis1]] MIPOBJIEMUA
MO3JHUE ®OPMbI AJIPEHOI'EHUTAJIbHBIA CUHIPOM.
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Anomauia. Y Oanuiti cmammi NPOOEMOHCMPOBAHO CYYACHI  OAHI
nimepamypu 3 6UBYeHHsI NamoeeHesy, KIIHIYHOI Kapmuuu, OiacHOCMUuKU ma
JIKYB8AHHS NI3HIX (hOPM A0PEeHO2eHIMANbHO20 CUHOPOMY.

KuouoBi cjioBa: ajJpeHOreHITalbHUNA CUHAPOM, KOPTUKOCTEPOilH,
HAJHUPHHUKH, TIMepIria3is , CagKoBiCTh.

Annomayun. B OanHoli cmambe NPOOEMOHCMPUPOBAHbL COBPEMEHHbLE
OanHble umMepamypvl NO U3Y4YeHUul0 namozenesd, KIUHUYECKOU KapmuHbl,
OUACHOCTMUKU U Jle4eHUsl NO30OHUX POpM a0peHO2eHUMANIbHO20 CUHOPOMA.

KuarueBbie cji0Ba: aJIpeHOr€HUTAIbHBIA CHUHIIPOM, KOPTUKOCTEPOW/IBI,
HAJIMOYCYHUKH, TUIIEPILJIA3US, HACJIEIACTBEHHOCTb.

Summary. In the article data demonstrated modern literature data with
you, teaching pathogenesis, clinical presentation, diagnosis and treatment of
advanced forms Adrenogenital syndrome.

Keywords: adrenogenital syndrome, corticosteroids, adrenal gland,

hyperplasia, heredity.

AnpeHoreHiTadIbHUN CUHIIPOM (BpPOKEHA BIpWIII3yI0Ua TiMepIuiasis KOpu
HAaJHUPKOBUX 3aJ103) -  CHAJKOBE MOPYLIEHHA OIOCMHTE3y CTEepOITHUX
ropMoHiB. [Iporiec yTBOpeHHs CTEpOifiB OaraToCTYIMHYACTUH, KOXKHA CTYIIHb
KaTali3yeThCs BIAMNOBIAHUM (pepmeHTOM. Bigomo 1mioHaiimeHme 5 pi3HOBUJIIB
CHaJAKOBUX Ae(IIUTIB (PEPMEHTIB, M0 3a0€3MeUyi0Th CHUHTE3 CcTepoiniB (21-
riIpoKcuiiasa, xojiecreposaecMmonasa, 3-B-rigpokcucrepoiaaerigporeHasu, 11-
B-rigpokcunasa, 17-a-rigpokcuiasa). Bei BapiaHTH UX CMAJKOBUX MOPYIICHb
YCHAJKOBYIOThCS 3a ayTOCOMHO-penecuBHUM TuUnoM. I'en CYP21, mo konye
dbepmenT 21-riipoKkcuiaszy, JJIOKajli30BaHa Ha KOPOTKOMY eyl 6-1 XpOMOCOMH.
Omnucano moHan M'ATAECAT MyTalliil IOTO T'eHa, M0 MPU3BOAATH 0 CHHTE3Y
bepMenTy 31 cTynereM aktuBHocTI Big 0 10 60% [7].

[Ti3ns hopma (HEKIACMYHMM BIPWIII3YyIOUMI BaplaHT) - MOCTIyOepTaTHA

dopma pedinuty C21l-rimpoxcunasu (pepment, mo Oepe ydacTb y CHHTE3I
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aHJPOTEHIB B KOP1 HAIHUPKOBUX 3aJ103), 110 MPOSIBISETHCS B IMIJIITKOBOMY BIIIi.
[IpenatanpHa Bipwiizarlis 30BHINIHIX TEHITATid 1 O3HaKM HATHUPKOBOI
HEJIOCTATHOCTI B1JICYTHI.

3a JaHUMU CBITOBOTO HEOHATaJbHOTO CKpPUHIHTY, nedext 21-
rigpokcunasu Tpamsietbes 1 Bunanok Ha 14500 >XMBOHAPOIKEHUX HEMOBIIAT.
[Ti3H1 GopMu 3ycTpivaroThCs yactimie 1 gocsraiots npudiausuno 0,1-0,2 %. B
Ykpaini y 2012 pori Oyn0 mpoBeIeHO HEOHATAIBHUN CKPUHIHT Ha BUSBICHHS
BpopKkeHol muchyHKIii kopu HamHupkoBux 3ano3 (BJIKH3), 3apeectpoBaHo
332 mutunu 3 BJIKH3 BrHacmigox nedimuty 21-rigpokcunasu, 3 Hux 161
xJjomyuk Ta 171 miBumHKa. 3a MMM JAHUMHM BCTAHOBJICHO, IO JIETAJILHICTH
BHUIIA Y XJIOMYHUKIB 3 CUIbBTpauarouoio ¢popmoro(uiie 35%) Ta BUCOKa 4yacToTa
NOMWIOK TMpU BCTAHOBJEHHI CTaTTl Yy JIBYAaTOK 3 BaXKOW (HOPMOIO
Bipmmizarii(suie 30%).[1,2]

IlaTtorene3.  YtBopenHs  C2l-rimpokcwiiazu  3abes3leuyye  TEH,
JIOKaJII30BaHUN HA KOPOTKOMY IUIeul 6-i1 XpoMocomMu (OAHIET 3 TTapyu ayTOCOM).
CrankyBaHHsS I1i€l TATOJIOTI Ma€ ayTOCOMHO-PEIECUBHUN XapakTep, TOOTO
MaHi(ecTye 3a yMOBU HasiBHOCTI Jie)eKTHUX T€HIB B 000X ayTocoMmax 6-1 mapu.

[ToxibHi MyTarii MOXYTh TPU3BOJUTH O MOBHOI 200 YaCTKOBOi BTpaTH
dbepmenTaTUBHOT akTUBHOCTI 21- Timpokcunasu. [lpum ymoBax mopyiieHHs
aKTUBHOCTI 21- TiApoKkcWia3u Yy JAiTell BUHUKAE MIHEPATOKOPTUKOIIHA
HEJIOCTATHICTh PIZHOTO CTYIEHSI BUPAKEHOCTI, IO BUSBIAETHCA Y 65—75 %
ITEH.

Hediuutr 21-rigpokcunaszd MNPU3BOAUTH 10 HEJOCTAaTHHOTO CHUHTE3Y
TIIIOKOKOPTHKOINIB, HacaMIiepesl, KOPTHU30Jly, IO BHUKJIUKAE ITiIBUIICHHS
CeKpellii aJpeHOKOTUKOTPOITHOTO TOPMOHY 1, SIK HACHIAOK, TiNepIuia3iro Kopu
HAJHUPKOBUX 3aj103. [Ipu 1IbOMYy 3 HAIJIUIIKOM CEKPETYIOThCS CTEPOinH, IO
nepeayoTh QgepMeHTaTUBHOMY OJ0Ky: 170-OH-mporectepoHn 1 aHaporeHw,

CUHTE3 SIKMX HE 3aJIeKUTh BiJ 21-T1ApoKCcHIa3y.
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Kuiniyai nposiBu MaHi(heCTYIOTh B KIHIIl JAPYrOro ACCATUIITTSA JKUTTS,
94acTo MICAS CaMOBUIBHOTO BHUKHJIHSA HAa PaHHBOMY TEPMiHI BariTHOCTI, MicCIs
MenuuHoro adopty. KiminiuyHa kapThHa 3HAYHO Bapiroe:

— y JiBYaTOK a00 >KIHOK PEMPOJYKTHBHOIO BIKY CHOCTEPIratOThCs MOMIPHE
301IbIIEHHST KJIITOpa, PaHHIA PO3BUTOK MOJOYHHX 3aj103 (CTaTypa 3a
JKIHOYUM  THIIOM), TIPUCKOPEHHS KICTKOBOTO  BIKY, TOPYIICHHS
MEHCTPYaJIbHOTO IUKIY (3a THUIIOM IOJOBXKEHHS MIXKMEHCTPYaJIbHOIO
MPOMIXKKY, 3 TEHIEHIIIIO IO 3aTPUMOK 1 3MEHIIEHHS 00'€eMy MICSYHUX),
ripcytusMm. Haifuacrime J11arHOCTYEThCS MPU  LUICCIPIMOBAHOMY
oOctexkeHH1 3 mpuBoAy odiromeHopei (50% mnarieHTok), Oe3IIiais,
ripcytusmy (82%), akae (25%). OCKiNIbKY rilepanaporeHisi pO3BUBAETHCS
MI3HO 1 Ma€e «M'AKUN» XapakTep, TIpCyTH3M BHPaKEHUU HE3HAYHO:
HE3HAYHE OBOJIOCIHHS 01101 JTHII )KMBOTAa, HABKOJOCOCKOBHUX IOJIB, HAJ
BEPXHBOIO TY0OI0, TOMITIKAX. Y psi/il BUNAAKIB OyAb-sIKi KIIHIYHI TPOSIBH 1
3HM)KEHHS (PEPTUITBHOCTI MPAKTUYHO BIJICYTHI;

— Yy XJIOMYHMKIB - JIMIIE TPUCKOPEHHUI KICTKOBHU BIK 1 TIEpeyacHe JIOOKOBE
OBOJIOCIHHSI.

Y Bcix myOmikamisx, MPUCBAYEHUX aHaII3y pPOCTYy TAIIEHTIB 3
anpeHoreHitanbHuM cuHApoMoM (AI'C), kiHmeBuH 3picT iX OyB HHKYUM
HOMYJISALIHOro ado 1insoBoro [5-10].

JliarHocTrKa NocTiyoepTaTHol (OpMH aIpeHOTrE€HITaJIbHOTO CUHAPOMY:

1. AnamMHecTuyHl Ta (PEHOTWUINIYHI JaHi (CTaTypa, OBOJOCIHHS, CTaH

HIKIPH, PO3BUTOK MOJIOUHHX 3aJ103).

2. JlochimkeHHss TOpMOHIB. ['OJOBHMM TOpPMOHAJIbHHM MapKepoOM
niarHoCTUKU  fedimuty 21-Timpokcuiazd € TIABUINECHUNA PiBEHb
170H-niporectepon B KpoBi [3]. B KpoBi TakoX MPOBOJAUTHCS
JOCIIJIKEHHS 1HIIUX MonepenHukiB recroctepony - JIEA 1 JIEA-C.

3. B ceui npoBoauthes BuzHaueHHs 17-KC (meTaboitiTiB aHAPOTEHIB).
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Busnauenns 17-OH-nporecrepon, IEA, IEA-C B xpoBi i 17-KC B ceui
NpPOBOAMTBCS JO0 1 micims mpodbu 3 rmokokoptukoimamu  (I'KK)
(mexcameTa3oHOM). 3HMKEHHS PIBHS 3a3HAYEHUX CTEPOIIiB B KPOBI Ta ceyl Ha
70-75% BKa3zye Ha HaTHUPKOBOT MTOXOIXKEHHSI aHIPOTCHIB.

1. VuerpassykoBe gociipkeHHs (Y3]1) s€4HUKIB: HASIBHICTH (OJIIKYITIB
PI3HOrO CTyNEHs 3pUIOCTi, IO HE JAOCATAlOTh MPEOBYISATOPHHUX
PO3MIpIB (SIK HACHTIJIOK - aHOBYJISIIS), TAK 3BaH1 MyJIbTU(OIIKYISPHI
s€YHUKU. PO3MIpH sIEUHUKIB ACIIO NEPEBUILYIOTh HOPMY.

2. BuwmiproBanHs 0a3aiabHOi TeMmIlepaTypH, JUIsl SKOI XapaKTepHi
po3TsrHyTa nepma (aza IUKIYy 1 yKOpodeHa apyra ¢asza UKy
(HemOCTaTHICTh KOBTOTO TLJA).

HeonaTanbHuil CKPUHIHT 311MCHIOETBCS Y HOBOHAPOKEHUX, SIKI MAIOTh
OicekcyalibHy OyJOBy  3OBHINIHIX CTaTE€BUX OpraHiB 1 y XJIOMYUKIB 3
KJIIHIYHAMUA TPOSIBAMH  CHUHAPOMY BTpaTH COJi, 3 TiNepKajieMielo 1
TIMOHATPIEMIEI0, @ TakKOX 3 MakporeHitocomiero. HeoHaTtanbHUN CKPUHIHT
nepenbavae  BU3HayeHHs  piBHIB  11-ge3okcukoptuzony 1 11-JIOK,
aJIPEHOKOPTHUKOTPOITHOTO TOPMOHY Timo(iza Ta aKTUBHICTh PEHIHY IUIa3MU Y
KpOBI.

JAundepenuiiina qiarHocTUKA.

1.3 CUHJIPOMOM  TIOJIIKICTO3HUX  SIEYHUKIB. Yy MaIl€cHTOK 3
a7pCHOTCHITAIBHUM  CHUHAPOMOM  HE  BHUSBJISIOTBCA  MeTaOOoIIvHI
MOPYIICHHS: Y TaKUX MAIIEHTOK BiJICYyTHE miABuieHHs piBHg 17-OHII 1
JIEA-C B kpoBi, a npu Y3]J| B seyHukax oOcsIr 00’eM CTpOMHU HeE
30UIBIIICHUM, BIJICYTHE THUIIOBE «HAMHUCTOMOJIOHE» pO3TalTyBaHHS i
KarcyJsow sSi€YHUKa APIOHUX (OITIKYIIIB.

2. 3 xBopoOoro Inenka-Kymmnra. Y mnaii€eHTiB 3 JaHOK MAaTOJIOTIE0, Ha
BIJIMIHHY BiJ aJpPEHOTCHITAJILHOTO CHUHIPOMY, CHUMIITOMH BHUHHMKAIOTh
oJipazy miciyisi myOepTaTy, MOMIPHO BUPaXKEH1 O3HAKHU TilepaHIpOoreHemii,

MOPYIICHHST TOJIEPAHTHOCTI M0 TJIFOKO3U, KOPTH30Jd KpoBi o 6.00- 8.00
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nigsuineHui, 17a-OH-mporectepoH KpoBi B MeXax HOPMH, J1000Ba
exckperisi 17-OKC 3 ceuero migBuUIIICHA.

3. 3 mepBUHHUM rinepaibaocTepoHi3MoM. [lalieHTu 3 agpeHOreHITAIbHUM
CUHAPOMOM 3alepeuyioTh MOsIBY CUMIITOMIB MICIs MyOepTary, BKa3yloTh
Ha Te, [0 CTaTeBUN PO3BUTOK HOPMAaJIbHUH, KICTKOBHM BIK CHIBHAAA€ 3
nacnoptHuM, npu Y3Jl HaTHUPKOBUX 3aJ703 BUSBISAIOTH IEPEBAKHO
OJTHOOIYHY Timepruiasito(ado MyXJIHHY), TJIFOKO3a KPOBI B MEKax HOPMH,
koptu3on kposi o 6.00- 8.00, 17a-OH-II, mroreiHizyrouuii TOPMOH,
(G OMIKYJIOCTUMYIIIOIOYUH TOPMOH Ta TECTOCTEPOH KPOBI B MEXaX HOPMHU.
B saikyBaHHi XaHOI MaTO0/0ril HA CHOTOAHILIHIA JIeHb 3aCTOCOBYIOTH

TaKi JiKapchKi 3aco0m:

1. IT'KK: 3 MeTor KopekIilii ropMoHaibHO1 (yHKIIIT (iX 3aCTOCYBaHHS Majo
BIUTMBA€ HAa 3MEHIICHHS TipcyTusmy). [ekcamerason (0,5-0,25 mr/nens)
MiJ] KOHTPOJIEM aHJPOTeHIB y KpoBI Ta iXx MeraboumitiB y ceui. [Ipo
e(EeKTUBHICTh Teparli CBIAYATh: HOPMAJI3allsl MEHCTPYAJIbHOIO LUK,
MosiBa OBYJSITOPHMX IIMKIIB (32 JaHUMU BHUMIPIOBaHb 0a3aibHOL
TEeMIIepaTypH, €XOCKOIIii €HIOMETPis 1 S€YHUKIB B cepenuni nukiy. [pu
HactaHHl BaritHOocTi Tepamis ['KK  npomoBxyeTbcss 3 METOIO
npoUIaKTUKKA TepepUBaHHS BariTHOCTI 10 13-ro TWXHSA (TepMiH
dbopmyBaHHs TManeHTH). Tepamis TIIOKOKOPTUKOIAAMU MPOBOIUTHCS
npotsaroMm 3-5 micsaniB (mpegHizonon mo 10- 15 mr Ha 100y), a moTiM
MPOJIOBXKYETHCS B MIATPUMYIOUOMY pekuMi (TIPEIHI30JI0H 10 2,5-5 Mmr).
MoximBe mepepuBUaACTe MPHU3HAYCHHS TMpEnapatiB: TIFOKOKOPTHKOINN
npotsarom 10- 15 mepiux AHIB MUKy, MporectepoH mno 5-10 mr 6-8 nHiB
npoTAromM 3-5 MICALIB 1 MIATPUMYIOUYa Teparis. 32 MOKa3aHHIMHU Ha TJi
TJIIOKOKOPTHKOINIB MOK€ OYTH TpOBEIECHAa UHUKIIYHA TOPMOHAJIbHA
Teparmisi CTepOITHUMHU TOPMOHaMH (ECTPOT€HHM - TECTareHu), a TaKOoX

3aCTOCYBaHHS KJIoMipeHy inmapJojena. AJnlekBaTHa  Teparis
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TIIIOKOPTUKOITHUMHU TperapaTaMu 3a0e3neuye HopMaiabHl TEMIIU POCTY 1
KiCTKOBOTO J103piBaHHS [3].
2. TlpenapaTu cTaTeBUX TOPMOHIB.
- Kiomiden (romosnor ecrtporeny). CrTumyndiis OBYJISAImIi  3a
CXeMOI0: 3 5-r0 1o 9-i abo 3 3-ro no 7-i aeHs mukiry mo 50-100 mr.
3. SIKIO OCHOBHOIO CKaprow € HaJAMIpHE OBOJIOCIHHS, THIMHUYKOBI

BUCHUIIAHHS Ha IIKipi a00 HEperysspHi MEHCTpyallii, peKOMEHIY€EThCS

Teparisi mpenaparaMmu, 10 MICTSITh €CTPOT€HH 1 aHTUAHIPOTEHU:

— Jliane-35,

— 3HAYHUN TEPaNeBTUYHUHN €PEKT BU3HAUAETHCS MPU BHUKOPUCTAHHI B
nepuri  10-12 aHiB nUmpoTepoHy aneraty B 1031 25-50 mr (mpenapat
aHIPOKYp). 3aCTOCYBaHHs JJaHOTO Mpenapary NpoTsIrom 3- 6 MiCALIB
Ja€ BUPKEHHUM e€(eKT, ajne IMiciis 3aKIHYEHH MPUHOMY MpenaparTiB
CUMIITOMM TINEPaHAPOTeHil 3'BISAIOTHCS 3HOBY, OCKUIBKH JaHa
Teparisi He BIJIMBAE HA OCHOBHY NPUYHHY.

— OpanbHI KOHTPALECNTUBU, JO CKJIALy SKAX BXOIATh MPOTECTUHU
OCTAaHHBOT'O TOKOJIIHHA ([I€30reCTpelsl, TECTOJEH, HOprecTiMar)
BOJIOJIIIOTH aHTHAHAPOTESHHOIO JTI€FO.

— Bepowmipon -100 mMr Ha neHb HOpoTAroM 6 MICSIIB: 3MEHIIYE
TIPCYTHU3M.

1. [IpoTsirom mepmuX THXKHIB BariTHOCTI HEOOXIJHE pETeNbHE
CIIOCTEPEXKEHHS: 10 9 THXKHIB - BUMIPIOBaHHS Oa3alibHOI TeMIlepaTypu, pa3 Ha
nBa TWKHI - Y3JI I BUSBICHHS MABUINEHOTO TOHYCY MIOMETpis 1
€XOCKOIIYHUX O3HAaK BiJIIIAPYBAHHS IJIOJIOBOTO stifis. SIkio B anamHe3i Oynu
MUMOBUIbHI ~ BUKHJIHI, [PU3HAYAIOTh ECTPOrCHBMICHI  MpenapaTtd s
MOJIIMIIIEHHS. KPOBOIMOCTa4YaHHS eMOpiOHa, IO PO3BUBAETHCSA: MIKPO(OIUTIH
(etuninectpazaion) nmo 0,25-0,5 mr Ha 1eHb a00 MporiHOBA MO 1-2 MT B JICHB Mij
KOHTPOJIEM CTaHy XIHKM 1 HasgBHOCTI y Hei ckapr Ha 0oJii BHHU3Y KHBOTAa,

KpPOB'STHUCTI BUIAUICHHS 31 CTAaTEBHUX HIISAXIB.
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2. B gjikyBanHi HeBuHomyBanHsa B [-II TpumecTpi BariTHOCTI
e(peKTUBHE BUKOPUCTAHHS aHAJora MPUPOIAHOIO MPOTecTEepoHy - rodacToHa
(moximue auaporectepony) mo 20-40-60 mr Ha nensb. Ilpemapatr He Bojojie
aHJIpPOreHHUM e(deKTOM, Ha BIMIHY BiJl IPOTe€CTareHiB HOPCTEPOiTHOTO PSIY,
IO TPOSIBISETbCS O3HAKaMHU Bipwiizaiii y maTepi 1 MacKymiHizamii y 1uioga
XKIHOYOi  cTaTi. 3acTocyBaHHs aArodacroHa e(deKTHBHE B  JIIKYBaHHI
(byHKITIOHAaTBHOT YCTMIKO-IIEPBIKaIbHOI ~ HEIOCTAaTHOCTI, IO  YacTo
CYNPOBOJIXKYE aJIPEHOTCHITAIbHUNA CUHIPOM.

3a3Buuail mpu Mmi3HIA TOCTHyOepTaTHId ¢GopMi aIpeHOTeHITaIbHOTO
CUHAPOMY, HEpI3KO BHUPAKEHUX IIKIPHUX MpOsBax TilEpaHApPOreHii Ta
HECTINKOMY MEHCTPYaJIbHOMY LUK 0€3 TPUBAIMX 3aTPUMOK, MAIIEHTKHU, SIKIIO
BOHHU HE 3allIKaBJICHI Y BariTHOCT1, TOPMOHAJILHOI Teparii He MOTPEOYIOTh.

[Ipu 3acTocyBaHHI TOPMOHAJIFHUX KOHTPAIICTITUBIB MepeBara HaJa€ThCs
HU3bKOJ030BaHUM MOHO(Ma3HUM (MEpCIIOH) 1 TpudazHUM 3 TECTareHOBUM
KOMIIOHEHTOM OCTaHHbOT'O TOKOJIIHHS (J€30recTpen, TeCTO/IeH, HOprecTiMar),
K1 HE BOJIOJIIOTH aHJPOreHHUM edekToM. TpuBaie 3acTocyBaHHsS OAHO(AZHUX
TOPMOHAJIBHUX KOHTPAIENTUBIB, IO MICTATh 30 MKr eTHHUIECTPAIIoNy
(Mapgenon abo ®emoneH) Oumblie poky Oe3 MEpepBU MOXKE BHUKIMKATH
rinepraibMyBaHHs  QyHKIII  S€YHUKIB 1 aMEHOPE,  3YMOBJIEHY

riNOroHaJ0TPOITHUMHU MOPYIIEHHAMH, a HE TIIEPAHIPOTEHIE0.
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