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BpoxaeHHas AMCOYHKLNS KOpPbl HAANOYEYHUKOB (BPOXK-
[eHHasa runepnnasusa Kopbl HaAMNOYEYHUKOB, aApeHOreHu-
TanbHbIM CUHAPOM) — CMEKTp 3abofieBaHUi C ayTOCOMHO-
peLeccuBHbLIM TUMOM HacneaoBaHUs, 06yCNOBEHHbIX AedeK-
TOM GEePMEHTHbIX CUCTEM, KOTOPbIE YHaCTBYIOT B GUOCUHTE3E
CTepPOUAHbIX TOPMOHOB HaAmno4Yye4yHUKoB. 95% Bcex cnyvyaes
BAKH cBasaHo ¢ geduumtom 21-rugpokeunassl [1, 6, 7].

B ocHoBe depMeHTaTUMBHbIX HapylweHuh npu geduunte
21-ruapoKcunasbl nexaT pas3nunyHole gedeKTtbl reHa CYP21,
Koaupytoulero gaHHbindepmeHT. B HacToswwee Bpemsa onuca-
HO 6onee naTngecaTn mytaumn CYP21, npuBoasimx K gedek-
Ty 21-ruapokcunasasbl [6]. HanaeHbl onpeaeneHHble Koppens-
LMW Mexay BUAOM MyTauuu U KIMHUYECKUM BapuaHTOM 3a-
6oneBaHus.

21-ruapoKcunasa y4actsyeT B OMOCUHTESE [IIOKO- U MU-
HepanoKopTukomaos. [deduunt paHHoro depmeHTa Beget
K pa3BUTUIO MIOKOKOPTUKOUAHON U MUHEPANOKOPTUKOUAHOWM
HEeA0CTaTO4YHOCTH, BbIpaXKEHHOCTb KOTOPOW KOpPEnpyeT COo CTe-
NeHbIO CHUXEHUS aKTMBHOCTU 21-ruapoKcunasbl. B ocHose
natoreHesa NexuT KlaCCUY4EeCKUM NPUHLKMN 0O6paTHOM CBA3M:
CHMXEeHMe BMOCHMHTE3a KOPTU30aa NPUBOAUT K MOBbIWEHUIO
CeKpeLmn KOPTUKOTPOMUH-PUSIUUHT TOPMOHA B rMnoTanamy-
ce MaapeHOKOPTUKOTPONHOro ropmoHa (AKTI) B runoduse u,
KaK CNeAcTBMe, K pa3BUTHIO TMNepniasnmn Kopbl Haano4ye4yHu-
KOB. [€TePOreHHOCTb KJIMHUYECKUX NPOSBAEHUIH 06yCN0BAEHa
aBymMsa dakTopamu: jedULUTOM CTEPOULOB, CUHTE3UPYIOLLUX-
cs nocne depMeHTaTMBHOro 610Ka (KopTu3ona, anbLocTepo-
Ha), 1 6UoNorn4yecknmM 3 EKTOM M3B6LITOYHOIO KOMYecTBa
rOPMOHOB, CEKPELMS KOTOPbIX HEe HapyLleHa (HaAno4YeYHUKO-
BbIX aHApoOreHos) [1, 6, 7].

OCHOBHbIM AMa@rHOCTUHECKUM MapKepoMm 21-ruapoKcunas-
HOW HeAOoCTaTOYHOCTU ABNSETCS 3Ha4yUTEeNbHOE yBenu4eHue
YPOBHSI B KpoBM 17-ruagpoKcunporectepoHa (17-OHIM) — cTe-
pouaa, npealecTsytolero depmeHTatMBHOMY 610Ky [1, 6, 12].
Hapsgy ¢ atum, 4na gaHHOro 3abosieBaHns NaTorHOMOHUYHbI

HapyLeHUs 3NeKTPONIMTHOro 6anaHca BCNeLCTBUE Pa3BUTUSA
MWHEPANOKOPTUKONAHON HEAOCTAaTOYHOCTU: TMNepKaIMeMmus
N FrMNoHaTPUEeMuS.

CornacHo KnaccubuKauun negnaTtpuyeckux 3HLOKPUHO-
JIOFMYECKMX LMarHo30B, NpuUHATOM EBponencKon accoumaLmen
LETCKUX IHAOKPUHOMOroB [9], BbIAENSIOT cnegytowme Gpopmbl
21-rMapoKCHNa3HOM HeLOCTAaTOYHOCTH:

1. KnaccuyecKkas:

— conbTepswowan — dopma 3aboneBaHus, NpU KOTOPOKH
HabnogaeTca coYeTaHne rIOKOKOPTUKOUAHOM U MUHEpPano-
KOPTUKOMAHOW HeJocTaTo4YHOCTH. NpeactaBnseT co6om cove-
TaHue 2 CUHAPOMOB: CUHAPOMOB NOTEPU CONMU U BUPUIIBHOTO.

— npocTas BupubHas—dopma 3aboneBaHus ¢ pa3BUTUEM
TO/IbKO BUPUSIBHOIO CUHAPOMA.

2. Heknaccuyeckas (no3gHsas) dopma.

[MpoBeaeH pPeTPOCNEKTUBHbIA @aHannM3 UCTOPUIN Pa3BUTUSA
pebeHKka 23 nauueHToB (16 MaNb4uMKOB, 7 AEBOYEK), Haxo-
OMBLUMXCA Ha AMCNaHCEpPHOM yyeTe B amGynaTOpHOM 3HAO-
KPUHONOIMMYECKOM OTAENEeHMU 2- TOPOACKOM AETCKOM Kiu-
HUYeCKom 60nbHULbI . MUHCKa B 2011-2012 roaax. NpoaHa-
NIM3MPOBAHO 9 MEAMLIMHCKUX KapT CTaLlMOHAPHbIX NaLMEHTOB
(2 manbyuKa, 7 geBOYEK), HaXOAUBLUMXCH Ha o6CnefoBaHUU
N NevyeHnn B aHAOKPUHONOrMyeckom otaenerdmm Y3 «2 [AKB»
B 2012 roay. Y cTauMOHapHbIX NaUUeHTOB cobpaH aHamHe3s,
npoBeAeHO nx 06bEKTUBHOE 06CNeoBaHne ¢ OLLEHKON GU3K-
4YeCKOro pa3BuTUS NO coMatorpamMmmam, cTaiMm NofoBoro pas-
BUTMSA No TaHHEpPY M COOTBETCTBUA €€ BO3pacTy MnaluueHTa.
[poaHannaunpoBaHbl pe3ynbraTbl Ha3Ha4eHHOro 1abopaTopHO-
MHCTPYMEHTaIbHOro 06¢cneaoBaHnsa n neveHue. MonyyeHHble
NaHHble 06paboTaHbl ¢ nomollbio Excel 2007.

NeyeHne nauuneHToB ¢ BJKH ocHoBaHO Ha 3amMecTUTENb-
HOW ropmoHasnbHOM Tepanuun. Bcem nauneHtTam HasHavaloTCH
npenapaTtbirniokokoptukonaos (FKC). MexaHnam neyebHoro
addekTa NKC 3aknovaeTca B Bo3melleHnn gedunumnTa KopTu-
30/1a B opraHunamMe. B pesynstateno mMexaHnamy oTpuuaTtenb-
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1 B nomouip npakTukyouieMy Bpauy

HOW OB6paTHOM CBSI3W NOoJaBASETCArMNepCeKpeLmMs KOPTUKO-
TPOMNWUH-PUAN3UHT ropmoHa 1 AKTT, yMeHbLIaeTCs CUHTES U CEK-
peumns Hagno4Ye4YHWKOBbLIX CTEPONLOB, B TOM 4Yucie aHApo-
reHoB. Taknum 06pa3oM, yCTpaHsaeTCcs runepaHaporeHuns, 41o
npeaynpexaaeTt BUpUIM3aumio, ONTUMU3NPYET POCT NaLUeH-
TOB, 0o6ecneynBaeT HopMasbHOE NOI0BOE CO3pPEBAHME U NO-
TeHUuMnanbHyto deptunbHocTb [1, 5, 6, 7, 10].

MpenapaTtom BbiGOpa A4N5 AeTeN C OTKPbITbIMU 30HAMU PO-
CTa siBnseTcs TabnetnpoBaHHaa ¢opmMa rmapoKopTnadoHa [8].
[aHHbIn npenapaT oKa3blBaeT MUHMMabHOE CynpeccuBHoe
BO34eNCTBME Ha npoLleccbl pocTa pebeHKa No CpaBHEHWUIO
¢ NKC, o6nagatowMmm NpoIOHIMPOBaHHbIM AENCTBMEM (Mpea-
HW30/10H, AeKcamMeTas3oH) [2, 4, 6, 8]. CpeaHue Ao3bl rMapo-
KOPTM30Ha MpW Mpueme BHYTPb cocTaBasfioT 10-20 mr/m?
B CyTKM (15-20 mMr/m? ans aeten o 2-x net, 10-15 mr/m? unwm
0,6 mr/Kr gns 6onee cTapluimx naumeHTos) [6, 11].

MaumneHTam ¢ conbrepstowen dopmon BAKH kpome MKC
Ha3HavyaeTcs OAAPOKOPTU30OH — Mpenapat C MWHepasno-
KOPTMKOMAHbIMK cBoMcTBaMW. CTapToBas Ao3a CocTaBaseT
0,05-0,3 Mr B CyTKM U 3aBUCUT OT YPOBHS 3N1EKTPOJSIUTOB KPO-
Bu [1, 4, 5, 6]. C BO3pacToM NOTPEBGHOCTb B MUHEPASIOKOPTH-
Kongax (MK) cHuKaeTcs, 4To NO3BONSET OTMEHUTb GOAPO-
KOPTM30H y 6onee cTapwux aeten [1, 4, 6].

B Hawewm nccnegoBaHum o3bl FKC 1 MK npu maHudecTta-
uuKn 3a6oneBaHna NpeBbIWani GU3MoNorniyecKkmue n Bapbmpo-
Banun ot 3 4o 13 Mr/Kr no ruapoKopTU30Hy (7,5618,52 mMr/Kr),
ot 0,025 pgo 0,375 mr no ¢paoapokopTuaoHy (0,17+0,06 wmr).
B 50% cnyyaeB B KayecTBe MepBMYHOM Tepanun HalHava-
nucb npenapatbl [KC, He pekomeHayemble Ans nevexHmns BAKH
B [IETCKOM BO3pacTe — KOPTU30OHa aueTaT M NpPeaHU30J0H.
OpHako B nocnegyouwem Bce o6cnefoBaHHble 6binn nepese-
[eHbl Ha npenapat Bbli6opa M'KC B geTcKkom Bo3pacTe — rmapo-
KOPTM30H B TabneTupoBaHHOW GopmMe C YMEHbLIEHWEM [403bl
00 3HavyeHun 0,83+0,13 Mr/Kr, 4TO COOTBETCTBYET MEXAyHa-
poAHbIM cTaHAapTaM [2, 6, 8]. losa MK ¢ Bo3pacToM nauueH-
Ta CHUXanacb C NMOCTEMNEHHOW OTMEHOW npenaparta y AeTen
WKOMIbHOrO BO3pacTa.

Ocobyl0 CNOXHOCTb NpeacTaBnseT nogdéop ageKBaTHOM
£03bl T'KC. KOHTpOAb 1 OueHKa ageKkBaTHOCTM Tepanuu gedu-
uMTa 21-ruapoKcmnaa3bl OCHOBaHbl Ha NoKasartensax ¢ouauye-
CKOr0 ¥ MONOBOr0 Pa3BUTHUS, aHHbIX 1a6opPaTOPHOro uccie-
noBaHus (ypoBeHb 17-OHI, aHapocTeHanoHa, AKTI, TecTo-
CTepOHa B CbIBOPOTKE KpoBW, Ansd MK — ypoBeHb peHuHa
nnas3mbl, YpOBEHb Kanua W HaTpus B KposM) [1, 5, 6, 11].
OCHOBHbIM NnabopaToOpHbIM KpUTEpUEeM SABNSETCH YPOBEHb
17-OHI1 cbiIBOPOTKKN KPOBMU.

OaHMM M3 O06bEKTUBHbIX MOKa3aTtenen 3pOEKTUBHOCTH
M agexkBaTHocTM Tepanuu KC aBnaeTcsa pocT nauueHToB.
Mpn HecBOEBPEMEHHOM Ha3Ha4YeHUM Tepanuu (Kak npasuno,
npv BUPUIbHOW POpME BCNEACTBME MO3AHEN AUATHOCTUKM)
nnu HepocTaToyHon Jo3e MKC He nogaBnsieTcs U36bITOYHAs
BblpaboTka AKTI, yto obycnaBnauBaeT rMnepceKkpeumnto Haa-
NMOYEYHNKOBbIX aHAPOreHoB. MNporpeccupytowas runepaHapo-
reHus NPosBASETCS YCKOPEHWEM TEMMOB pocTa AeTen B nep-
Bbl€ rofbl }XM3HM, HTOCBA3AHO C NPSMbIMU M HEMPAMbIMU (YyBE-
NM4EeHUe ceKkpeunn n Moaynauusa addeKkTa ropMoHa pocTa)
MexaHu3mMaMu LeNCTBUSA MOJIOBbIX CTeponioB [7]. Tak Kak
CKeneTHoe co3peBaHue oneperkaeT TeMMbl PocTa, NPOUCXO-
[T paHHee NpekKpalleHre pocta pebeHKa, pa3BMBaETCs HU3-
KOPOCNOCTb U/WAN LEeTU HEe AOCTUraloT reHETUYECKOro pocTa
[1, 5, 6, 10, 11]. NMoaTomy B NiaH exxerogHoro o6¢cnenoBaHus
nauneHtoB ¢ BAKH Heo6xoaMmo BKOYaTb onpeaeneHuve
CKOPOCTU pOCTa M OLEHKY KOCTHOro Bo3pacTa KaK nokasarte-
Nler afeKBaTHOCTM Tepanuu.

MposBneHnem runepaHaporeHun BCaeACcTBUE HEQOCTaTON-
HOM 3amecTuTenbHon Tepanuu KC Takke aBnseTcs Hapac-
TaHue NPU3HaAKOB BUPWUILHOIO CUHAPOMa (yBENMYEeHMEe pas-
MEpPOB KAUTOpPa/MoNoBOro 4neHa, nosenexHve ¢ 1,5-2 net
NMON0OBOr0 OBONOCEHUS, aKHEBYNbrapuc, GopMUpoBaHue mac-
KYTMHHOIO TENOCNOXEHWS), HapyLlleHne NosoBOro pas3BUTUS
pebeHKa 1 penpoayKTuBHon ¢yHkumu [1, 5, 6, 12]. HecmoT-
psi Ha paHHee NosiBNEeHWe NPU3HAKOB NMONOBOIr0 CO3peBaHMUS,
y Aeter o60ero nona UCTUHHbIMNYGepTaT HacTynaeT No34HO
BCNEeACTBME M3ObLITOYHOIrO YPOBHS aHAPOreHOB HaAMOYeYH!-
KOB, KOTOpble MOAaBASIOT LUMKIMYECKYIO CEKPELM0 roHaao-
TPOMHbIX FOpMOHOB runodusa [1, 3, 6]. Kpome Toro, runep-
aHAporeHns nojaBnseT pa3BuTne GONIMKYNOB U OBYNSALMIO
y OEBOYEK, CNEACTBMEM YEro ABMAAIOTCSH HapPyLWeEHWUS MEHCT-
pyanbHOro UuKna (0nMroMeHopes, ameHopes), runonnasus
AMYHWKOB C NPU3HAKaMK NOAUKKUCTO3a [3, 6, 7, 12]. PyHKuMA
NOMOBbIX }efe3 y Manb4yuKoB 60nee coxpaHHa. Bo3amMoXKHO
pasBUTME TUMNONNA3NN SUYEK WM HapylleHWe crepmaTtoreHe-
3all, 3, 6].

Mepenosunposka NKC TakKe HeratTuBHO BAUSIET Ha Pa3Bu-
TMe pebeHKa. YMeHblUeHWEe CKOPOCTM POCTa M OTCTaBaHue
KOCTHOr0O BO3pacTa OT NacnopTHOro yKasblBaloT Ha AaUTeNb-
Hyl0 Mepefo3npoBKY, Tak Kak TKC B BbICOKMX A03aX UHIMOK-
PYIOT IMHENHBIN POCT CKeNneTa B pe3ynbraTe nNpsamMbix addeK-
TOB Ha KOCTHYIO M COEAMHUTENbHYO TKaHu [7]. 06 n3bbiTo4-
HOM [03e TaKXe MOryT cBUAeTeNbCTBOBaTh 6bicTpas npubas-
Ka B Bece, yBe/MYeHWe annetuTa, BbICOKOE apTepuanbHoe
[aBneHue v apyrue nposiBnexHuns cuHapoma MueHko-KylmnHra
[1,4,86].

B xoae Hawero mnccneaoBaHus OblIM BbiISIBAEHbI Cly4vau
HeaJleKBaTHOM 3aMeCcTUTeNbHON Tepanun naumeHToB ¢ BAKH,
CBfi3aHHble KaK C HeJOCTaTOYHOM J030W NpenapaToB U HECO-
61t00eHMEM NIeHeHUs, TaK U ¢ nepeao3unposKkon MNKC.

[MpeacTaBfeHHbIN HUXE KIMHUYECKMIA ClyYan AEMOHCTPU-
pyeT nocneacTBUS HealeKBaTHOM Tepanuu.

[esouka L. [., 6 net 4 mecsua. Bec 28 Kr (97 ueHTUNb),
pocT 129,5 cm (97 ueHTuNb). PU3NYecKoe pa3BUTHE BbICOKOE
rapmMoHuyHoe. lonosoe pasBuTne no TaHHepy — 1 cTaaus,
HO OTMeYaeTCs U30/IMPOBaHHOE NpeXAeBpPeEMEHHOe ny6apxe
(P3 no TaHHepy). KocTHbIM Bo3pacT — 8,5 neT. HasHa4veH rua-
POKOPTU30H 22,5 Mr/CyT.

Pe6eHoK oT naTon 6epemMeHHOCTH, BTOPbIX poAoB. Poabl
cpouyHble (41 Hepenst). Bec npu poxaeHun 3800 r, onunHa Tena
54 cm. HacnegctBeHHbIh aHaMHe3 no BAKH He oTdarouweH.
MpK poXaeHMM oTMevanncb U3MEHEHUS CO CTOPOHbI HapyX-
HbIX MOJIOBbIX OpraHoB (runeptpodusa KauTtopa). B Bo3pacTe
naTVM oHen nepesedeHa n3 poaaoma B PHIIL, «<MaTb u auta»,
rae 6bina o6cnepgosaHa Ha BKH. Ha ocHoBaHWK 3Ha4nTENb-
Horo yBenunyeHus ypoBHs 17-OHIMN B kpoBwu (4o 300 HMoNb/N
npu Hopme ao 30 HMonb/n) BbicTaBneH anarHo3 BAKH, Bu-
punbHaa dopma, pebeHOK nepeBefeH B 3HAOKPUHOMNOrnYe-
cKkoe otaenenue 2-ou NAKB. Ha3HayeH KopTuM30Ha aleTar.
BbinnucaHa n3 ctauMoHapa B Bo3pacTe 1 mMecsua, B3dTa Ha
[VCNaHCEePHbIN y4eT B amOynaToOpPHOM 3HAOKPUHONOMMYECKOM
otaenenun 2-om IJKB. B Bo3pacTte 2 mMecsueB MNOSBUAUCH
anobbl Ha 06UMIbHbIE CPbITMBaAHUA NOC/E KaXK4oro Kopmne-
HKsi, 6ECNOKOMCTBO, NOTEPIO Beca. HanpasneHa B 3HAOKPUHO-
normnyeckoe otaenenune 2-on OKB. Mpu NOCTYNAEHUU IKCU-
KO3, runoTpodus 1 ctenexu. Npun nabopatopHom obcnefoBa-
HWW BbISIBNIEHbI 3HAYUTENbHbIE HAPYLWEHUS 3NEKTPOUTHOIO
6anaHca: yBesnyeHune ypoBHs Kanus o 9,0 MMonb/N, CHUXe-
HWe ypoBHSA HaTpua o 118 mmonb/n. BbicTaBneH guMarHos
BAKH, conbrepsitolas popma, HasHavyeH KopTuHedd (bntoapo-
KOPTM30H).
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Y pebeHKa ¢ 2-x 1eT 0TMevanocb 3Ha4YUTeNbHOE yBenu4ye-
HWe TeMNoB poCTa W NPEBbILEHNE HE TOSIbKO FEHETUYECKOTO
pocToBOro kopmaopa (50 LeHTUb), HO U MaKCUMaJsibHbIX BO3-
pacTHbIX NOKa3aTenen pocta B nonynauuun (6onee 97 LeHTUNW),
4TO 06YC/IOBNEHO Pa3BUTUEM FUNEPaHAPOreHnn Ha poHe He-
[OCTaTO4YHOM 3aMecTuTeNbHOM Tepanuun. O6 OTCYTCTBUM afeK-
BATHOIO JIe4YEeHUs CBMAETENBbCTBYIOT TaKXKe 3HA4YMTENIbHOE YCKO-
peHne KOCTHOro co3peBaHus (B Bo3pacTe 3-X JIET KOCTHbIN
BO3pacT COOTBETCTBYeT 7,5 rofam, To ecTb onepexaeT nac-
NnopTHbIM 6osiee Yem B 2 pasa), NoABIEHUE U30IMPOBAHHOIO
npexaeBpemMeHHoro nybapxe (NoJiOBOro 0BOJIOCEHUA) B BO3-
pacTte 2,5 roga (npexaeBpeMeHHOe MON0BOE OBOMIOCEHME),
yBe/MYEeHNe pa3MepoB KAUTOpa, BbICOKME YypoBHW 17-OHI
npu naéopaTtopHom o6CieoBaHNu.

BbiBOAbI

1. Hamu 66110 yCTaHOBNEHO, YHTO OCHOBHOWM NMPUYUHOM He-
a[leKBaTHOrO fieYeHUs ABNsSnacb HegocTaTo4YHash KOMMIaeHT-
HOCTb MauWeHToB. Pa3BuTue n nporpeccupoBaHne 3abone-
BaHMA 6b110 CBA3aHO B 60/IbLUMHCTBE Clly4aeB ¢ Hecobnoae-
HMEeM Ha3Ha4YeHHOW Tepanuu: caMmoCTosTeNlbHOe U3MEHEHME
[03bl NMpenapaTtoB, OTCYTCTBME HaA/exallero KOHTPOns Cco
CTOPOHbI poauTenewn, oTKa3 aeTer NoAPOCTKOBOro BO3pacTta
OT nNpuemMa npenapatoB. [epeno3upoBka NKC y geten vaue
BCEro CBfi3aHa C HeperynsipHbiM noceleHMem Bpaya u, cne-
[oBaTelbHO, HECBOEBPEMEHHOW KOpPEeKLUMEN [03bl, a TaKxe
OTMeYaeTcsl y 4YacTo Y ANUTeNbHO BONEeLWnX AeTen, YTo Tpe-
OyeT NPOAOIKUTENBHOIO Npuema 6onblimx o3 MKC.

2. TonbKo NpaBuIbHO NOA06GPaHHas n CBOEBPEMEHHas Te-
panusa TKC o6ecneymMBaeT HOpMasibHble TEMMbl POCTa, KOCT-
HOro CO3peBaHus, NO0BOIr0 Pa3BUTUA U HOPMaJbHYIO penpo-
OYKTUBHYIO QYHKLMIO.
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