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BpoxaeHHasa AuchyHKLMS KOpbl Haano4Ye4yHUKOB (BPOXK-
[EeHHasa runepnnasnsg Kopbl HaANO4YeYHWKOB, afpPEeHOreHu-
TanbHbIM CUHAPOM) — CMEKTP 3abofieBaHWi C ayTocoM
peLeccuMBHbIM TUMOM Hac/ieaoBaHuUs, 06yCNOBMIEHHbIX e
TOM GEPMEHTHbIX CUCTEM, KOTOPbIE YHACTBYIOT B GMOCKH
CTEPOMaHbIX FTOPMOHOB HaAmno4ye4yHUKoB. 95% Bcex
BAKH cBsi3aHo ¢ geduumtom 21-ruapokcunassi [1,

21-ruapoKcunassl nexxaT pasnuyHole gedeKTbl
Koaupylouwero gaHHblndepMeHT. B HacTosuee B
Ho 6onee natuaecaTn mytauun CYP21, npus
Ty 21-ruapokcunassbl [6]. HanaeHsl onpe,
LMW Mexay BUAOM MyTauuu U KIMHUYECKH
6oneBaHus.

21-ruapoKcunasa y4acteyeT B O
HepanoKopTuKouaos. dedbuuunt
K pa3BUTUIO MIOKOKOPTUKOUAHOM
HEeA0CTaTO4HOCTH, BbIPaXKEHHO!
NEeHbIO CHUXKEHUSA aKTUBHO
naTtoreHesa NexwuT Kacc
CHWXeHMe BMoCcKHTE3a T
CeKpeLMn KOPTUKOTP
Cce napeEHOKOPTUKOT
KaK CNeACcTBUE

MaHTOM 3a-

TEe3 IOKO- U MU-

OPPENUPYET CO CTe-
pokcunasbl. B ocHoBe
KWW NPUHLMN 06PaTHON CBA3MU:
NPUBOAMUT K NOBbILEHUIO
JIM3UHT TOPMOHa B runoTtanamy-

ro ropmoHa (AKTI) B runoduse u,
B epnnasuun Kopbl HaaANOYeYHHM-

KoB. leTepoi 4@ KIIMHUYECKMX NPOSIBNEHUIM 06yCnoBeHa
nByms GaKTopaMuUi AePULIMTOM CTEPOUAOB, CUHTE3UPYIOLLMX-
cq nocne depme BHOro 6510Ka (KopTu3ona, anbAocTepo-
Ha), 1 BUONOTNYECKUMIIPDHEKTOM M36bITOYHOrO KONn4ecTBa
rOPMOHOB, CEKPELIMSA KOTOPbIX HE HapylleHa (Haano4YevyHUKo-
BbIX aHApoOreHos) [1, 6, 7].

OCHOBHbIM ANMArHOCTUYECKMM MapKepoM 21-ruapoKcunas-
HOW HeAoCTaTOYHOCTU ABNSETCA 3HAYUTENbHOE YBENUYEHUE
YPOBHSI B KpoBM 17-ruagpoKcunporectepoHa (17-OHIM) — cTe-
pouaa, npealecTsytolero depmeHTatMBHOMY 610Ky [1, 6, 12].
Hapsaay ¢ atum, ans gaHHoro 3a6oneBaHns NaTOrHOMOHMYHbI

rMYECKMX AMarHo30B, NpUHATON EBponencKkon accoumaumen
ETCKUX 3HAOKPUHONOroB [9], BbiaenatoT cnegyowmne Gopmebl
21-rnapoKcunas3HoOn HegoCTaTOYHOCTH:

1. KnaccuyecKkas:

— conbTepswowan — dopma 3aboneBaHus, NpU KOTOPOKH
HabnogaeTcs codeTaHne MMIOKOKOPTUKOWAHOM U MUHepasno-
KOPTUKOMAHOM HeaocTaTo4dHOCTU. [peacTaBnsieT co6om coye-
TaHue 2 CUHAPOMOB: CUHAPOMOB NOTEPU CONMU U BUPUIIBHOTO.

— npocTas BupunbHas—dopma 3a6oneBaHns ¢ pa3BUTUEM
TO/IbKO BUPUSIBHOIO CUHAPOMA.

2. Heknaccuyeckas (no3aHsas) popma.

[MpoBeaeH pPeTPOCNEKTUBHbIA @aHannM3 UCTOPUIN Pa3BUTUSA
pebeHKka 23 nauueHToB (16 ManbyMKoB, 7 AEBOYEK), HaXo-
OMBLUMXCA Ha AMCNaHCEPHOM y4yeTe B aMOynaTOpHOM 3HAO-
KPUHONOIMMYECKOM OTAENEeHMU 2- TOPOACKOM AETCKOM Kiu-
HUYeCKom 60nbHULbI . MUHCKa B 2011-2012 roaax. NpoaHa-
NIM3MPOBAHO 9 MEAMLIMHCKUX KapT CTaLlMOHAPHbIX NaLMEHTOB
(2 Manb4ymKa, 7 OeBOYEK), HAaXoAMBLUMXCA Ha o6cnegoBaHUK
N NevyeHnn B aHAOKPUHONOrMyeckom otaenerdmm Y3 «2 [AKB»
B 2012 roay. Y cTauMOHapHbIX NaUUeHTOB cobpaH aHamHe3s,
npoBeAeHO nx 06bEKTUBHOE 06CNeoBaHne ¢ OLLEHKON GU3K-
4eCKOro pasBuTHS MO coMatorpaMmam, cTajmum NosioBoro pas-
BMTUSA Mo TaHHEpy M COOTBETCTBMA €€ BO3pacTy MauueHTa.
MpoaHannanpoBaHbl pe3ynbTaTbl Ha3HAYEHHOro 1abopaTopHO-
MHCTPYMEHTaIbHOro 06¢cneaoBaHna n neveHue. NonyyeHHble
NaHHble 06paboTaHbl ¢ nomollbio Excel 2007.

NeyeHne nauuneHToB ¢ BJKH ocHoBaHO Ha 3amMecTUTENb-
HOW ropmMOHanbHOM Tepanuu. Bcem naymeHTaMm Ha3HavyaloTcs
npenapaTtbirniokokoptukonaos (FKC). MexaHnam neyebHoro
addekTa NKC 3aknovaeTca B Bo3melleHnn gedunumnTa KopTu-
30/1a B opraHu3me. B pe3dynbrateno MexaHnamy oTpuuaTesb-
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1 B nomouip npakTukyouieMy Bpauy

HOM 06paTHOM CBA3M NofdaBASeTCArMNepceKpeLns KOPTUKO-
TPOMNWUH-PUAN3UHT ropmoHa 1 AKTT, yMeHbLIaeTCs CUHTES U CEK-
peumns HaanoOYeYHUKOBbLIX CTEPOMAOB, B TOM YMC/e aHAapo-
reHoB. Takum o06pas3om, yCTpaHAEeTCs rMnepaHaporeHuns, 4To
npeaynpexaaeTt BUPUAN3aL Mo, ONTUMU3UPYET POCT NaLMeEH-
TOB, 0o6ecneynBaeT HopMasbHOE NOI0BOE CO3pPEBAHME U NO-
TeHUuMnanbHyto deptunbHocTb [1, 5, 6, 7, 10].

MpenapaTtom BbiGOpa A4N5 AeTeN C OTKPbITbIMU 30HAMU PO-
CTa siBnseTcsa TabnetnpoBaHHaa ¢opmMa rmapoKopTnaoHa [8].
[aHHbIn npenapaT oKa3blBaeT MUHMMabHOE CynpeccuBHoe
BO3JENCTBME Ha MpoLecchbl pocTa pebeHKa No CpaBHEHMIO
¢ NKC, o6nagatowMmm NpoIOHIMPOBaHHbIM AENCTBMEM (Mpea-
HWU30/I0H, AeKcameTasoH) [2, 4, 6, 8]. CpeaHne A03bl rMAPO-
KOPTM30Ha Npu npuveme BHYTPb cocTaBnsioT 10-20 mr/m?
B CYTKM (15-20 Mr/m? ans aetei ao 2-x net, 10—-15 Mr/m? nunu
0,6 mr/Kr gns 6onee cTapluimx naumeHTos) [6, 11].

MaumneHTam ¢ conbrepstowen dopmon BAKH kpome MKC
Ha3Ha4vaeTca GNAPOKOPTU30H — MpenapaT C MUHepano-
KOPTUKOMAHbIMK cBoWcTBaMu. 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 MUHEPANTOKOPTHU-
Kongax (MK) cHuKaeTcs, 4TO NOo3BOASET OTMEHUTb GNOAPO-
KOPTM30H y 6onee cTapluux aetew [1, 4, 6].

B Hawewm nccnegoBaHum o3bl FKC 1 MK npu maHudecTta-
LMK 3ab6oneBaHus npesbiwanm GU3nonormnieckne u Bapbmupo-
Banun ot 3 40 13 MI/Kr No rupoOKoOPTU30HY (7,56+8,52 Mr/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 [ETCKOM BO3pacTe — KOPTM30Ha auetaT U NpeaHWU30J10H.
OpHaKko B nocnegywouwem Bce o6cneoBaHHble Obln NepeBe
[eHbl Ha npenapat Bbli6opa MKC B AeTcKom Bo3pacTe — rmapo-
KOPTM30H B TabneTMpoBaHHON GopMe C yMEeHblUeHNe
10 3HavyeHun 0,83+0,13 Mr/Kr, 4YTO COOTBETCTBYET ME
poaHbIM cTaHaapTaMm [2, 6, 8]. lo3a MK ¢ Bo3pacTto

LWKONbHOro BO3pacTa.
Ocobylo CNoXHOCTb npeacTaBnseT nogod
no3bl FKC. KOHTPO/b M OLleHKa aJleKBaTHOCTH

cTepoHa B CbIBOPOTKE KPOBW, ANA
niaasmbl, YPOBEHb Kanus U HaTpus
OCHOBHbIM NabopaTopHbIM  Kp,
17-OHI1 cbiIBOPOTKKN KPOBMU.

OaHMM M3 06bEKTUBHb
W ajeKBaTHOCTU Tepanu
Tepanuu (Kak npaBwuno,
CTBME MO3AHEN AMArHOCTUKM)
WKW HeaoCTaToOYHO
BblpaboTka AKTT,

MOYEYHWKOB C porpeccupytoLias runepaHapo-
reHus NposB cs eHMeM TEMMNOB pocTa JeTei B nep-
Bbl€ rofibl JKUS 0CBSI3aHO C NPAMbIMU 1 HENPAMbIMU (YBE-

JIMYEHUE CEKPE M mMoaynaumns abdeKkTa ropMoHa pocTa)
MexaHu3Mamu AeNerBMa MNosoBbiX cTeponaoB [7]. Tak Kak
CKeneTHoe co3peBaHWe onepexaeT TeMMbl pocTa, NMPOUCXO-
[T paHHee NpekKpalleHre pocta pebeHKa, pa3BMBaETCs HU3-
KOPOCNOCTb U/WNN AETU HE AOCTUraloT FrEHETUYECKOro pocTa
[1, 5, 6, 10, 11]. NMoaTomy B NiaH exxerogHoro o6¢cnenoBaHus
nauyneHtoB ¢ BAKH Heob6xoammo BKAO4YaTbh OMNpeaefieHne
CKOPOCTU pOCTa M OLEHKY KOCTHOIro Bo3pacTa Kak NnoKasaTe-
Nien afeKBaTHOCTU Tepanuu.

MposBneHnem runepaHaporeHun BCaeACcTBUE HEQOCTaTON-
HOW 3amecTuTenbHoM Tepanum [KC TaKke aBngeTca Hapac-
TaHue NPU3HaAKOB BUPWUILHOIO CUHAPOMa (yBENMYEeHMEe pas-
MEpPOB KAMTOpa/MonoBOro 4yjaeHa, nossnexHuve ¢ 1,5-2 net
NoJIOBOro OBOJIOCEHUS, aKHEBYAbrapuc, opmupoBaHme mac-
KYJIMHHOTO TENOCNOXEHUS), HapyLeHNE ONOBOro pa3BuTUs
pebeHKa 1 penpoayKTUBHOM GyHKLUMKM [1 6, 12]. Hecmort-
ps Ha paHHee NosiBieHMe NpuU3HaK 0 CO3peBaHus,

BC/IeICTBME M3GbITOYHOro YpoB
KOB, KOTOpble MoAaBAfioT LIMKIIK
TPOMHbIX FOPMOHOB rMNOGd
aHaporeHus nogasnsieT
y NEeBOYEK, creacTeune

. e Toro, runep-
JIMKYNOB M OBYNALIMIO
TCA HapYLIEHWA MEHCT-

NoNOBbIX enes3
pasBuTHE TUMNO apylleHve crnepmMartoreHe-
e HeraTMBHO BNIMSIET Ha pa3Bu-
THMe pebeHKa. YMeHb CKOpPOCTM poOcCTa W OTCTaBaHue
KOCTHO’ BO3pacTa OT NacrnopTHOro yKa3blBaloT Ha AJIUTENb-

Hyt0 il
PYIOT IMHEN
TOB Ha N CoeuHUTENbHYIO TKaHW [7]. O6 M36bITOY-

MOFYT CBMAETENbCTBOBATbL OblCTpas Nnpnbas-

Hallero nccneaoBaHWs OblIN BbIIBAEHbI Clyvau
BaTHOW 3aMeCTUTENbHOM Tepanuu nauneHTos ¢ BAKH,
Hble KaK C HeJoCTaTo4YHOM 40301 NpenapaToB U HECO-
IEHNEM NeYeHuns, Tak U ¢ nepeno3npoBkon MKC.

[MpeacTaBfEeHHbIN HUXE KIMHUYECKMIA Cly4an IEMOHCTPU-
pyeT NocneacTBMS HeaeKBaTHOM Tepanuu.

[esouka L. [., 6 net 4 mecsua. Bec 28 Kr (97 ueHTUNb),
pocT 129,5 c™m (97 ueHTUNb). Pu3nyeckoe pas3BUTHE BbICOKOE
rapmoHuyHoe. onoBoe pa3suThe No TaHHepy — 1 cTaaus,
HO OTMeYaeTCcs N30IMpOoBaHHOE NpexaeBpeMeHHoe nybapxe
(P3 no TaHHepy). KocTHbIM Bo3pacT — 8,5 neT. HasHa4veH rua-
POKOPTHU30H 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 MOMIOBbLIX OpraHoB (runeptpodus Knutopa). B Bo3pacte
naTv gHen nepeseaeHa u3 pogaoma B PHIL «Matb 1 auts»,
rae 6blna o6cnegosaHa Ha BAAKH. Ha ocHoBaHWKM 3Ha4uTeNb-
Horo yBenu4yeHus ypoBHs 17-OHIM B kposu (Ao 300 HMoONbL/N
npu Hopme o 30 HMONb/N) BbiCTaBNeH avarHo3 BAKH, Bu-
punbHas dopma, pebeHOoK nepeBeleH B 3HAOKPUHONOIMYE-
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-
HKs, 6ECNOKONCTBO, NOTEPIO Beca. HanpaBneHa B 3HAOKPUHO-
normnyeckoe otaenenune 2-on OKB. Mpu NOCTYNAEHUU IKCU-
K03, runotpodus 1 ctenenu. Npu nabopatopHom o6¢cnefoBa-
HWUW BbISIB/IEHbI 3HAYUTENIbHbIE HAPYWEHWUS 3NEKTPONUTHOIO
6anaHca: yBesnyeHune ypoBHs Kanus o 9,0 MMonb/N, CHUXe-
HWEe ypoBHA HaTpusa Ao 118 mMmosb/n. BbicTaBneH aAvarHos
BAKH, conbrepsitolas popma, HasHavyeH KopTuHedd (bntoapo-
KOPTW30H).
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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
npexaespeMeHHoro nyéapxe (Nos0BOro OBONOCEHUSA) B BO3-
pacTte 2,5 roga (npexaeBpeMeHHOe MON0BOE OBOMIOCEHME),
yBe/MYEeHNe pa3MepoB KAUTOpa, BbICOKME YypoBHW 17-OHI
npu naéopatopHom 06CiefOoBaHNN.

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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