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Ha npuxnadi 2 kaiHivHux HOB0HAPOOICEHUX 0O2080PIOEMO
ocobaueocmi marighecmayii ma nos 'A3aui 3 HUMU CKIAOHOCHI
dlarHocmuku coresmpamuoi ropmu npupodxcenol zinep-
RAG3IT HAOHUPKOGUX 30103 Y HOBOHAPOONCEHUX XAOHHUKIE.
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Abstract

SALT-LOSING FORM OF CONGENITAL
ADRENAL HYPERPLASIA INNEWBORN
BOYS: DIFFICULTIES OF DIAGNOSTICS

N.K. BOHUTSKA
Bukovinian State Medical Academy, Chernivtsy

The peculiarities of clinical manifestation and related
difficulties in diagnostics of congenital adrenal hyperplasia
in newborn boys were discussed using 2 clinical cases.
Keywords: congenital adrenal hvperplasia, newborns,
diagnostics

{Ipupopxena rinepnnasis HaJHUPKOBHX
3ano3 (H3), noinupene 3aXBopryBaHHA 3 aBTOCOMHO-
pCLECHBHUM THIIOM YCMaAKYBAHHS, TPAIUTSETHCS 3
gacToToo 1 BUnanoK ua 5-10 Tucsd Nonorie Ta Bu-
HUKa€ BHACII/I0K 1edIuTy OJHOTO 3 CH3UMIB Oio-
cuHTEe3y Koptuzony. ¥ 95% xsopux aedexkTHoo €
2 1-rigpokcuna3za (21-OH) myukoBoi 301U kopu H3,
BHACJII/I0K 4OT0 1 7-T1IpOKCUIIPOIECTEPOH HE METa-
Homnizyethes 1o 11-ae3okcuxoptisony [3]. Yepes ne-
(eKT cHHTE3Y KOPTH30JYy NIABHINYETLCA PIBCHD
AKTT, sxoro cynposomkye rinepriasis kopu H3 i3
BIAMIOBIMHOK TINEPIPONYKIIEIO Ta aKyMYJIAII€0
“ronepeaHUKIB” KOpTH30y, a caMe 17-riapokcu-
NpOrecTepoHy, NPOKCHMATBHINIOTO 10 ONOKY, Ta Hajl-
JIMLIKOBHM YTBOPCHHSIM aH/POICHIB 13 BIZINOBITHOKO
[0SIBOIO Y HEOHATANBHOMY I1€piofl y AiBYaTOK Bi-
PUIBHOTO CHHAPOMY (NP MacKyJiHi30BaHUX 30B-
HILIHIX CTATEBMX OpPraHax BHYTPILIHI HE TIOLIKOIKY-
I0TBCA — JKIHOYMi ncesrorepmadpoauTusm) [ 1], mo
BiTOOpaKeHO B IHININ HA3B1 3aXBOPIOBAHHSA — afpe-
HOTCHITaNBHUH CUHJPOM.

JOCHTE MaJTOCUMITTOMHA LSt (POpPMA NIPUPO-
JuKeHoT rineprutasii - H3 npu nedinuri 21-OH y neo-
HATAILHOMY I1eploJi Y XJIOIYUKIB, Ha BIAMIHY BiJ
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JIBYATOK, Y AKUX NPH HAPOIDKCHHI 3BUYAHHO HAAB-
HUH BIpUIBHUIH cHHIpoM. BHacnizok Tpusaiiol npe-
HaTalbHOI rillepaHaAPOTEHEMIl Y XIOMYHKIB MOYKHA
COCTEPIraTH He3HauHe 301bITCHHS PO3MIPIB NeHi-
ca, 11 y 38 13Ky 3 ninsuieHum pisiem AKTI — cumn-
TOM TiIepirMeHTanii, OAHaK LiHHHMH JUIs AlarHoc-
THKU 11l BUSIBH € Ka3yICTHYHO piakicui. Pesynbratu
JIOCTIJKEHb CBIAYATH PO Te, 1[0 BHUIIAKH BKA3aHO!
thopmu npupokeHoi rineprnasii H3 y xmonumnkis
9aCcTO HE JIarHOCTYIOTh Y HEOHATalkHOMY Tepioi
[4]. HenixoBaHOI0, BOHA MOXKE 3aBEPIITUTUCS [113HIM
LIOKOM BHACJIIIOK HE34aTHOCTI HUPOK YTPUMYBATH
HATPI# (COJEBTPATHA KPH3a).

Bunamok 1. Jutuua T., xnonuuxk, Bix [1I Ba-
rirrocti, 111 nosorie y 38 tuskuis. [lepuri monoru
3aBEPUIMIINCS NEPUHATAIBHOK CMEPTIO XJIOIHYHMKA
3 MHOXXUHHUMU IPHPOAKCHUMH BaJIJAMH PO3BHTKY.
Uepes 2 pokd y HEOHATAIBHOMY NEPioal MOMEp
XJIONHKK, PO3THH HE IIPOBOAHUBCA. Y TITKH I10 JIHI]
MaTep] BiA3HAYEHO 2 BHIIAKY HEOHATATHHOI CMepTi.
JuTHHA HApOIUNACS 13 MACOO TiNa 3 KI, 3 OL[IHKOK
3a WIKaow Anrap 6/7 yHKTIB, CTaH HOBOHApOKe-
HOTO PO3LIHEHO AK BaWKHH y 3B A3KY 3 BHABAMH
CHHJIIPOMY HEBPOJIOTTYHOIrO IPUTHIYCHHA Ta peciii-
paniiinoro arctpecy 1l crynens. Ha 3 nens nosen-
JHUCA O3HAKHM HKOBTHHULI (OLmipyOiH 11a3mMu KpoBi
Ha 4 AeHE: 3aranpHui - 150 MkM/1n1, Henpsmuii —
125 MxM/n). Binpasy miciast HapomKeHHs I THHA I10-
4asa [IOCTYTIOBO, aJi¢ IIPOIPECHBHO BTpayaTH Macy
TiNA, HE3BAXKAIOUM HA BIACYTHICTH MATOJOITYHMX
BTpAT (YacTHX 3pUryBaHb, ONIOBAaHHS, JAiapel), 1o
Ha 7 AeHb Bimnmosinano 11% nedinurosi Bij noyar-
koBoi Macu Tuta (2670 1). IlpoBeneno iHQys3iiHy
Tepamni IMHOKO30-COIBOBUMU PO3YHHAMM, 3aCTO-
coByBaiu eHobapOiTan, poToTepanito, y 38’ 3Ky 3i
3arpo3010 BHYTPILIHLOYTPOOHOTO iH(IKyBaHH — Iie-
(hoTaxcum. 3a BIICYTHOCTI IIPOBIHOTO CHHAPOMY 3
03HaKaMU “TOKCHKO3y’ HESICHOIO IEHe3Y Y 3B 513Ky 3
HApOCTAIOUUM MOrPUIAHHAM CTaHy, AUTHHY [epe-
BEJICHO Y CHellianizoBaHe HeoHaTalbHe Bl aiIeHHs
Ha 7 JeHb MicJI HapoKeHHA 3 Macoto 2600 (13%
aedinuTy). BupaskeHi 03HaKH ieriaparantii y IuTHHY
3 IPOBLAHUMH IIPUKMETaMH reMOJUHaMIYHHUX I10-
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pYLIEHDH 0YJ10 PO3LIHEHO SIK TOKCHKO-CKCHKO3 HEsIC-
Hoi etionorii I1I ¢t., rinoBojaeMiaHui JEKOMIEHCO-
BaHHUH 110K, YCI 3aXOIH IHTEHCUBHOI Tepamnil Oyiu
Hee(PEKTUBHUMHU Ta Ha § JIOOy MKHUTTS [MTHHA MO-
mepna. I1ix yac po3tuHy 3HaliieHo AB0OIYHY 3HAUHY
rineproiasiio kopu H3 (mepesakHo myuKOBOT 30HH)
posmipamu 4,5x5x1,5 ¢M Ta macoio o 8,5 1, 3 Bu-
PAKCHUMH JHCTPOIMHUMH 3MIHAMU KIJIITHH Ta [10-
TOHILEHOIO ITIOMEPY/IsiPHOIO 30HOI0.

Bunanox 2, Jluruna @. Big I foHoienol sa-
IITHOCTI, Hapoaunacs i3 macoro Tita 3500 r, 3 owiH-
KOIO 3a LIKanow Anrap 8/8 NyHKTIB, Ha IPyIHOMY
KOpMJIEHHL. Y Birli 29 IHIB rocniTasizoBaHa y 38’ A3Ky
3 BIICYTHICTIO 301JIbIIEHHS BATH TiJIa TA HACTYITHOO
IOCTYIIOBOIO 11 BTpaToro (Maca Tina Ha 22 JieHb —
3300, Ha 28 nens xurts — 3050 1) npu BijCyTHOCTI
riMOTaNakTil y MaTepi Ta 3a BIACYTHOCTI IaTOIOTiH-
Hux Brpart. [Ipu rocnitanizauii y cneuiaizoBade Bij-
JITIEHHSI BUsIBY 3aXBOPIOBAHHS Y AUTHHH PO3LIHECHO
SIK CENCUC-CUHIPOM, ekcnko3 I11 cTyTiens 3 icToTHO
Hecradero Macu Tina (aedinut 23% Bard npu Ha-
POIUKEHHI ), MApMYPOBICTO Ta aKPOLIIAHO30M, Til0-
TEPMIEL0, THIHMMH IeMO/IMHAMIYHUMH TOPYIIICHHS-
MH. [Toka3zHHKHM 610X iMIYHOTO JIOCHIIKEHHS KPOBi Ta
iOHOIPaMH Y JeHb Ha/lxomKeHHs: Na — 122 MM/n,
K 5,6 MM/n, Cl — 98 MM/n1, Ca—2,2 MM/1, ceyo-
BuHa — 10 MM/, kpeatunin — 133 MxM/n, 3arann-
umii 61mipy6in - 13,6 MkM/n1. He3paxxarouu Ha npo-
BEJICHI aJICKBaTHI IMPOTUILIOKOBI 3aX0AH HA 4 1eHb
Teparti IUTHHA [OMepia y 38’ 3Ky 3 HAPOCTAIOUOI0
mooprandoo HemocTatHicTo. Iig vac po3tuny,
KPIM MOITHPEHUX YCKIAIHEHD CONeAe(iLIMTHOTO riIo-
BOJIEMIYHOTO 1IOKY — BUABIB JIB3 cHH/tpoMy, 3HA#-
neHO NBoGIUHy rineprutasito kopu H3 13 Mikpocko-
MiYHAMH O3HAKaMH AHCTPODIYHMX 3MIH V 1T KINITHHAX.

Y npubNU3HO NOJIOBUHH YCIX HOBOHAPO-
JUKEHUX i3 TPUpoKenolo rineprnasieto H3 i3 nedi-
uutoM 21-OH BusABIEHO HOLATKOBHH AeEKT CUH-
Te3y ATbAOCTEPOHY (IePETBOPEHHS IIPOIECTEPOHY
y 11-1e30KCHKOPTHKOCTEPOH BHACAIZOK “TIOBHOTO”
nedirury 21-OH) y kny6oukosiii 3oHi. esaki apropu
NPUITYCKAIOTH HasiBHICTh IBOX Pi3HUX 21-T1ApoKCH-
JIFOIOUMX CHCTEM: OJiHIET cienndivHOol I nporec-
TepoHy (HeoOXiAHOTO Y TIOAANBIIOMY JJIH CHHTE3Y
ILOCTEPOHY ) TA IHIIOT crienuGivHoL A 17-0-0K-
CHIIPOTeCTEpPOHY, L0 € TIOTIePETHUKOM KOPTH3O0MY,
B IHIINX JIOCTI/DKEHHAX BKa3Y€EThCA, 1110, HMOBIpHI-
e, ICHY€ O/lHA CHCTEMa 3 JBOMa AKTHBHUMH
LEHTPAaMH, OJTHUM — JIMLIE JUIS TIPOTECTEPOHY Ta iH-

UMM - aKTUBHHM 1A OyIb-AKoro cyOcTpary, npu-
4OMY Ha IX yMKY, IPH coNeBTparuiit popmi nouko-
JUKY0Thes 00uasa uentpH [ 1]. Llpu “nosHomy” ne-
texri 21-OH mo Hatpiii-nediunTy NpU3BOJUTE HE
Jiilie HecTada anbJOCTePOHY, a il BIUIKUB, HAKONHU-
4EHOTO Y BENMHKiH KiTBKOCTI, NPOKCUMAJIBHILLOTO J10
bepmerTHOTO O6710KY 17-r1APOKCUIIPOIECTEPOHY Ta
Horo MeTaboIiTiB, SKi IIOCHITIONTE BTPATY HATPIO,
NPAMO DIFOYH HA AUCTAJIbHI KAHAJIBIIL Ta, HMOBIpHI-
11e, “KOHKYPYIOUH’ TaM 3 MIHEPATIOKOPTHKOLAaMH [2].
TakyM 4HMHOM BHABH IIOATBIOCTEPOHIZMY TTOCH-
TOI0THCA, CIIPHYHHIOKYH JI0IaTKOBY BTPATy HaT-
pito Hupkamu. Kpim 3umkenol peabcopOuil Harpiio,
110 NPU3BOMKTD J0 MIepHATPIYpii, rMIOBOJIEMIT, 3HH-
’KEHH: nepdy3ii TKaHUH Ta PaHHIX BHSIBIB 1IOKY, Y
JUCTATIBHUX KAHANBLSX HUPOK MOPYLLYETBCS CCKPC-
uis Kanito ta H* - BUHUKAE rinepranieMis ta MCTa-
COJIIYHMH ALIMA03 13 BIANOBIAHUMHU KIIHIYHUMH 03-
Haxamu. [Ipu MopdosoriuHoMy TOCAIIKEHHI colle-
BTparHoi GopMu xBopoOH rinepriiasosana kopa H3
MaKpOCKOTI4HO HAraly€e Kopy rojloBHOIO MO3KY, Xa-
PAKTEPHO PO3LIMPEH] ciTHAcTa Ta NYYKOBA 30HH 3
IIEpeBaXKaHHSM MYUKOBOT, a KJIyOOUKOBa [1PECTAB-
JICHA JIMIIE OKPEMUMHU APIOHUMHU (hparMeHTaMu, Ha-
TOMICTh MTPH IPOCTiH BIpUNIBHI Gopmi - 3011bLICHA
y 2-4 pa3u. 'inokopruzonemis pU3BOAHTh 10 He-
31aTHOCTI HIATPUMYBATH 3JICKBAaTHI 3amMacH ITiKo-
TeHy y NEYiHLI Ta BIANOBIIHOI TIMOrikeMii, JKHpoBa
TKAHWHA CTAE AKEPEIOM €HEeprii — 3MEHIIYEThCS 11
yacTKa. [Ipy conesTpaTHiil GopMi PHPOIPKEHOT
rinepitasii H3 BHacnigok nediwutry 21-OH npoyk-
LS aHAPOreHiB O1Ibie MOCKIIEHa Y MOPIBHSHHI 3
iHIIMMHKA GopMaMH 3aXBOPKOBAHHS, TOMY JiBUaTKa
MAIOTh J0CHTE BUPaXKEHI O3HAKM MACKYMIHI3aL(i 1 MO-
KYTh [IOMHIIKOBO BBAXATHCS XJIOMUHKAMH.

Y 50% HOBOHAPOMKEHUX 3 “NOBHUM” Jig-
thiunrom 21-OH conepTpaTHa KpH3a MOSBISIETHCS
Ha 6-14 neHb KUTTA, y ¥ AiTel - 10 KiHLS Tepuoro
Mic. [I{oHakMeHIIe THKHEBUIA “CBITIHH NIPOMIMNKOK™
TIOSICHIOETHCS TUM, 110 (1310107 1UHO B YCIX HOBOHA-
POJUKEHMX, 3HAYHO 3HHIKEHA CeKpeTlifn anbl0CTepo-
HY BIIPOJIOBX JICKIJILKOX IEPLIMX AHIB, O/IHAK BOHA
CYTTEBO NMOCUMIOETECA Bl 8 1o 12 anst skurrst. Bee
JK KOHUCHTPALIS a/IbIOCTEPOHY Y [1a3Mi KPOBI TITCH
Ha | THXKHI IOCTATHBO BHCOKA Y 3B’ A3KY 31 3HHMKE-
HUM HOro MeTaboIYHUM KIIPEHCOM, TOMY WO 11€e-
YiHKa e He3pina. [3 o3piBaHHAM MEHiHKH CEKpPe-
TYETLCS 1OPa3 O1/IbIIA KIABKICTH albJOCTCPOHY 15
I ATPUMKU HOTO a/IeKBATHHUX PIBHIB Y IU1a3M1, O/IHAK
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npu HagBHocTi gedinury 21-OH, Bke HOYHHAIOYH
3 IEPIIOTO THXKHA, He 3abe3neuye norpebu y mo-
CTYIIOBOMY 3pOCTaHHI HOTO YTBOpEHHS.
ATHNOBOIO 0COOIHMBICTIO KIITHIKM OITHCAHUX
HOBOHAPO/KEHHX MPHPOLKeHoi rinepnnasii H3, mo
3HAYHO YCKIIAAHKUIIO AIarHOCTHKY, 6yJIa BiICYTHICTE
¥ XBOPHX JiTeH TAKUX XapaKTEPHUX JJIs CONEBTPaTt-
HOT OpPMH 03HAK, sIK perypritauis, OaroBaHHs, fia-
pest, mo H CIpUYUHUIO JTU(PEPEHLIIOBAHHA CHMII-
TOMIB HasiBHOI y HUX IIATOJIOT{, Hacamriepen, i3 Jio-
CUTB Hecrietn(pIYHUM 32 BUSIBAMH Y HCOHATAJIBHOMY
TIepioIi Cencuc-CHHAPOMOM; IPOBIIHI KIiHIYHI 03-
HaKH B 000X HOBOHAPOKEHHUX OyJIM NOCUTH 3aBYya-
JILOBAHUMHM BIIPOJIOBXK NEPIUUX HIB a00 TIDKHIB

KUTTS T2 KaTacTPOhidHO POIrOPTANHCS FOCTPOIO CO-
JIEBTPATHOIO KPH30I0 HATIPUKIHIIL.
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