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Cunapom MakKbtoHa—On6paiita—bpaiiueBa (CMOB) — 3T0 peakoe HaCAEACTBEHHOE MYAbTUKOMIMOHEHTHoe 3aboAeBaHMe.
Ero OTAMMMTEABHBIMM KAMHUYECKMMU YepTamM SIBASIIOTCS (DMOPO3HO-KMCTO3HAs AMCNAA3KS, NSTHa UBeTa «Kodge C MOAOKOMY,
rOHAAOTPONMHHE3aBUCUMOE MPeXAeBPEMEHHOE MOAOBOE pa3BUTHUE U rMNepyHKLMS ADYrUX SHAOKPUHHBIX XeAe3 (ComaToTpo-
¢b1 rnocdusa, WHUTOBUAHAS XKeAe3a, HAAMOYEYHMKM). AMArHO3 CTaBUTCS MPU HAAMYMM MO MeHbllell Mepe ABYX XapaKTepHbIX
cocTaBAsiiownx. 3aboAeBaHMe BO3HUKAET BCAEACTBME MOCT3UIOTHBIX aKTUBUPYIOWMX MyTaumii B reHe GNAS, koanpytomem CTu-
MyAupylomyto o-cyobeannunuy G-6eaka (Gas). MosbieHHast akTMBHOCTL Gas MPUBOAUT K MYALTUCUCTEMHOM runepyHKLUH.
OAHM KOMMOHEHTbI 3a60AeBaHMs (TakMe KaK NpeXkaeBpeMeHHOe MOAOBOE pa3BUTHE 3a CYET rnnepyHKLMM FOHaA) BCTPeUaloTCcs
4acTo, Apyrue HabAIOAAIOTCS FOpa3A0 pexxe. KOMNOHEHTbI CUHAPOMa MOTYT NPOSIBASITLCS B Pa3HOM BO3pacTe U C pa3HOM YacTo-
To#. CuHapom KywmHra (0AHO M3 peAknx nposiBAeHuii cuHapoma MOB) Bctpeyaetcs B 4—5% cayyaeB. OH pa3BuBaeTcs, Kak
NpaBuAO, Ha MEPBOM FOAY XXM3HU U 00YCAOBAEH ABYCTOPOHHe# runepcdyHKunel HaANOYEeYHUKOB, MOPHOAOrMYECKN COOTBET-
CTBYIOILEH HOAYASIDHOV MUTMEHTHO# TMnepnAasum HaAno4e4yHukoB. Npusoaum onncanme peakoro cayyas AKTI-He3aBucumoro
runepkoptuunsma B pamkax CMOB, a Takoke KpaTkuii 0030p AuTepaTypbl.

Knouesbie crosa: cHapom MakKbioHa—Onbpaiita, cuHApom KywmHra, nepugepmyeckoe npexiespemeHHoe noAoBoe passu-
TUE, NTHA LBETa «KO(Ee C MOAOKOM», HOAYASPHAS NMUTMEHTHAas rMNepriAazms HaAmnoYe4YHUKOB.

Cushing’s syndrome in early infancy due to McCune—Albright syndrome
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McCune—Albright syndrome (MAS) is a rare multisystem disorder, classically defined by the clinical triad of fibrous dysplasia
of bones (FD), café-au-lait skin spots, precocious puberty (PP) and other hyperfunctioning endocrinopathies. Diagnosis can be
made if there are at least 2 of the 3 classical features. It is caused by somatic mutations of the GNAS gene encodes stimulate
a-subunit of G protein (Gas). Gas is crucial for mediating effects of the lot of peptide hormones. Increased activity of Gas leads
to multisystem hyperfunction. Some features are common (such as gonadotropin-independent precocious puberty) and another
signs occur seldom. The clinical presentation of MAS is variable, the features occur at the different age. One of the rare feature
of the MAS is Cushing’s syndrome due to bilateral adrenal hyperplasia, which usually occurs in the neonatal period. We describe
clinical case of ACTH-independent hypercortisolism in the boy with MAS.

Keywords: McCune—Albright syndrome, Cushing’s syndrome, precocious puberty, caté-au-lait skin spots, bilateral adrenal hy-
perplasia.

doi: 10.14341/probl20166239-15

Cunnpom MaxkKrioHa—On6paiita—bpaiiiieBa B 1955 1. [4]. YacToTa BCcTpeyaeMOCTH 3TOTO CUHAPOMA

(CMOB) — penkoe BpoxIeHHOe 3a00jieBaHe, XapaK-
Tepusyloleecss HantuurueMm (pudpo3HO-KUCTO3HOM auC-
IJIa3KH, MSTEH IBeTa «KOde ¢ MOJIOKOM», IpPEeXKAeBpe-
MEHHBIM IIOJIOBBIM Pa3BUTHEM U TMIEPGYHKIIUEH Apy-
'YX SHIOKPMHHBIX XeJe3.

ITonuoccanbHast ¢Gubpo3Hast auCIIa3usl  Oblia
BIIEpBBIE OoMucaHa pyccKuMm BpadyoM B.P. BbpaiilieBbiM
[1] B 1927 r., a k1accuyeckas Tpuaaa MpU3HAKOB 3a00-
nesanust — D. McCune u H. Bruch [2], a Takxke
F. Albright [3] B 1937 r. B Poccuu maHHBIN CUHIPOM
ob11 BriepBeie onucad [.0. CokonoeiM 1 B.M. Modde
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He 6osee 1: 100 000 [5]. CMOBb uame HabmomgaeTcs y
neBouek. ITo manusiM M. Collins u coasr. [6], B 41% us3
140 cnmyuaeB CMODbB umen MecTo y MaJIbuMKOB.

B ocHoBe 3a00J1eBaHUs JeXKaT aKTUBUPYIOIINUE MY-
tauuu B reHe GNAS (OMIM 139320)[7]. GNAS — xom-
TUIEKCHBIN TeH, OMHUM U3 IIPOAYKTOB KOTOPOT'O SIBJISIECT-
¢ cTuMmynupyoomas anbda-cyobenununa G-0enka
(Gas), yuacTBylolllas B repegadye CUTHaja OT psiaa rop-
MoHOB (comatonubepuH, JI' u ®CI, TTI, AKTT,
IITT, MCI') B KJIETKM-MUIIIEHU NTyTEM aKTUBallUU 00-
pazoBanust HTAM®.[8] Gas akcmpeccupyercs ITOBCe-
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MecTHO. [Tockonbky MyTaumu B reHe GNAS pu CMOb
BO3HMKAIOT IMOCT3UTOTHO, U IAHHOIO 3a00JeBaHUs
XapaKTepeH MO3aMIM3M: OJHM TKaHU COAEpXKaT My-
TaHTHBIN T€H, IpyTMe — HOPMaJIbHbI. YeM paHblle B
nepuojae sMOpHUOreHe3a BOZHMKAET MyTallsI, TEM OOJIb-
11Ie KJIETOK OYIyT coaepKaTh rarojoruyeckuii G-6eymok
U TeM TsKesiee OyIAyT KIMHUYECKUE TTPOSIBJICHUS.

HanGonee yacTblM NpOSIBJICHUEM SHIOKPUHHOM
runepbyHKIIUM SBIsIeTcs Tepudepuyeckas Gopma
MPEXIEBPEMEHHOIO T10J10BOr0 pa3BuTusa. C MeHbIIei
YacTOTOM BCTpeYaloTCcsl ameHOMbI rumnodusa (comaTo-
TPOIMHOMA, IIPOJJAKTUHOMA), MaTOJIOTUS IIUTOBUIHOMN
KeJie3bl (300, HEayTOMMMYHHBI TUPEOTOKCHKO3), a
takxke AKTT-He3aBucumelii cunapom Kyimmnra.

AKTT -He3aBUCUMBII TUIIEPKOPTULIM3M BCTpeyaeT-
cs1 B 4—5% caydyaeB CMOB [6] u cBsI3aH ¢ ABYCTOPOH-
HEW HOOYJSAPHOU MUTMEHTHOM TUIEPIUIa3ueid HaAIo-
YeyHUKOB. Yallle BCero Mpu3HaKy TUIIEPKOPTULIM3MA
npu CMODB BO3HUKAIOT B NEpBbie MECSIbI XXU3HU U
MOTYT OBITh IIEPBBIMM IPOSBICHUSIMU 3a00JIeBaHUSI.
M3zonupoBanHbiil ke cuHapoM KyiiuwHra y nereit mo
rojia BCTpeyaeTcs KpaitHe peako.

YuuteiBass peakocte CMOB, mMHoroo6pasue ero
KJIMHUYECKUX MPOSBICHUI U OMHOBPEMEHHYIO TUIIepP-
CEeKpeLNI0 HeCKOJIbKIX TOPMOHOB, TUArHOCTUKA U Jie-
YeHME MAHHOIO CHHApPOMA COMNPSIKEHBI CO MHOTMMU
TPYOIHOCTSAMU.

Knunuveckuii ciyqai

Masnbuuk 3 et OblT HampasieH B THCTUTYT JeT-
cKkoit aHpokpuHoaorun DHII B cBsizu ¢ cuMnTroMamMu
TUTIEPTPUX03a, TIPEKIAEBPEMEHHOTO TTy0apxe, yBeJnde-
HHMEM pa3MepoB SINYEK, MAaTPOHU3MOM.

Pebenok poawics Ha 40-if Henene ¢ HOPpMaJIbHBIM
poctom (50 cm) u Maccoii Tesa (3300 r). OH ObLT YeTBep-
TBHIM peOeHKOM OT HEepOJCTBEHHOTro Opaka. ['umneprpu-
X03, JJOOKOBOE OBOJIOCEHME U JIyHOOOPa3HOE JIUIIO OT-
MeJaJich Ha MepBOM romy Xus3Hu (puc. 1, cM. Ha mB.
BKJIeiiKe). TeMITbl pocTa U TICMXOMOTOPHOTO Pa3BUTHS
OBbUIM 3aMeJIEHHBI C POXIECHUS.

ITpu ocmoTpe obpaiiany Ha ce0s1 BHUMaHUE CEIy-
oIIIe OCOOEHHOCTHU: OKMPEHUE TI0 «KYIITMHTOUTHOMY»
tuny (SDS UMT + 3,1), MaTpoHU3M, TUPCYTU3M, Ha-
JIMYKe OOJIBIIOTO MATHA LBETa «KO(de ¢ MOJIOKOM» C He-
POBHBIMU TPaHMIIAMU, PACIIPOCTPAHSIIONIETOCS Ha Ipa-
Boe Oenpo U Aroauiy (puc. 2, cM. Ha IIB. BKJEIKe), yBe-
JyeHue oobeMa ssuuek 10 4 1 5 M1, T0OKOBOE OBOJIOCE-
Hue (cragusg no TanHepy PII), BelpaxkeHHas 3amepxkka
pocra (poct 73 cMm, SDS pocta — 5,25).

BrisiBNIeH HapyIIeHHBI CYyTOYHBI PUTM KOPTU30J1a
(xopTH30 yTpoM 515 HMOJIB/J1, BeuepoM 579 HMOIb/,
AKTT yrpom 12,5 rir/mi, BeaepoM 14 ir/min). Ha pone
OOJIBIIION MPOOKI C AeKCaMeTa30HOM (8 MT B TeueHue 2
JHEIl) CHWXXEHUS] ypPOBHSI KOpPTM30jla HE OTMEYEeHO
(kopTu3zon 688 Hmomb/n). Takum o6pa3oM, ObLI ycTa-
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HoBJieH AKTT -He3aBUCUMBII TUTIEPKOPTULIM3M, KOTO-
pBIil OOBSICHSII XapaKTepHbI (DEHOTUII, TSKEIYIO 3a-
nepxky pocta, rupcytusm. [lpu KT HagmoueuHukoB
00BbeMHBIE 00pa30BaHNs He BBISIBJISLIMCH, HO HaOJII0Aa-
JINCh TIPU3HAKU ABYCTOPOHHEW rumepruiasuu. Takxke
ObLIM OOHApYyXEH MOBBIIIEHHBIN YPOBEHb TECTOCTEPO-
Ha u AI'DA-C (tectoctepoH 4 Hmoub/1, AI'DA-C 21,1
MKMOJIb/JT), YTO MOXHO OBbLIO OOBSICHUTD MOBBIIIIEHHOM
(byHKIIMEe HaAMOYEeYHUKOB. YBeJIUYEHHE pa3MepoB
SIMYEK CBUIIETEILCTBOBAJIO O IIPEXACBPEMEHHOM I10JIO-
BOM pa3BUTUU WIU MaKpoopxuansMe. Pe3ynbraTsl npo-
ob1 ¢ a”HajoroM ['HPI' mo3BoauaM MCKIIOYUTH LICH-
TpaJbHOE TIPEXIECBPEMEHHOE TII0JIOBOE  pPa3BUTHUE
(I1ITP): makcuManbHbIi BeiOpoc JII' — 1,6 En/n, ®CI
— 3 En/n. Pesynbrathl 1a60paTOPHOIO 00C/IEIOBaHUS
MpencTaBieHbl B Ta0uI. 1.

CoueTaHue xapaKTepHbBIX KOXHBIX MSITeH, Tiepude-
puueckoro ITIMP, AKTI-He3aBUCMMOTO TMIIEPKOPTU-
1M3Ma Ha (hOHe NBYCTOPOHHEN TUIIepIUIa3uM HaIIlo-
YEYHUKOB TO3BOJUIM YyCTaHOBUTH auarHo3 CMOBb.
MoJieKynsIpHO-TeHETUYECKOE MCCIeIOBaHUE BBISIBUIIO
myTauuio R201C B reHe GNAS. Dta myTalus IBIsSIeTCS
caMoIf YacTOM U BBISIBJISIETCS Y OOJIBIIIMHCTBA MallueH-
TOoB ¢ cuHapoMom MOB.
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TabAnua 1. Pe3yAbTaThl AaGOPaTOPHOro 06CAGAOBaHUSA NaLMeHTa B Bo3pacTe 3 AeT

T'opMoHabHBII TPpOGUITH

moKasarejib pe3yJbTar pedepeHCHbIE 3HAYEHUST
TecTocTepoH, HMOJIb/JT 4,0 0,2—0,6
JI'DA-C, MKMOJIb/JT 21,1 0,1—5,0
17-OH-nporecTepoH, HMOJIb/J 6 0,09—2,7
TTI, MExn/n 1,9 0,64—5,76
T4cs, nMoib/n 12,1 11,5—20,4

CyTOYHBII PUTM CEKPEIIMK KOPTU30JIa

oKasaTejib

pes3ysbTart, yTpo

pe3yJsibrar, Beyep

AKTT, nir/mn
Koptuson, HMoJb/71

12,5
515

14,0
579

Bonbiias npoba ¢ nekcameTazoHOM

rokasareJsib 6a3ajbHO Ha (hoHe mpreMa 8 Mr JekcameTasoHa
AKTT 32,7 19,0
Kopruson 552 688
IIpo6Ga ¢ anamorom 'HPT
moKasarejib 0 60’
JIT, En/n <0,1 1,6
OCT, En/n <0,1 1,7

Tabanua 2. Pe3yAbTaThl AabOpaTOpHOro oO6CAeAOBaHMS NauveHTa B 4 roaa (Ha choHe Tepanun GAOKaTOpamu CTepoMAOreHe3a B TedeHue

roaa)

T'opMOHabHBII TPpohUIb

oKasareiib pe3yibTaT pedepeHCcHbIe 3HAYEHHSI
TecrocTepoH, HMOJb/ 5,8 0,2—0,6
AT'DA-C, MKMOJB/N 18,5 0,1-5,0
17-OH-niporectepoH, HMOJIb/JT 43 0,09—2,7

CyTOYHBII PUTM CEKPEeLIMHM KOPTU30J1a

I1oKasaTeiib

pe3yNbTar, yTpo

pe3ynbTar, Beuep

AKTT, nr/mn
Koptusosu, HMoJb/ 1

3,1
348

<1,0
286

JInst nedeHus1 rTUIepKoOpTULIM3Ma BHavYaJie Oblia Ha-
3HAa4YeHa Tepamnuss WHIMOUTOpaMM CTepOMAOreHe3a
(OpMMUTEH), KOTOPYIO MalMEHT ToJyYal B TeueHue 12
Mec. Ha doHe neyeHuss oTMevanoch yCKOpeHre TeMITOB
pocTta (ckopocTh pocra 3a rog — 6,1 cM, SDS ckopocTu
pocta — —0,95), nporpeccupoBaHre KOCTHOTO BO3pac-
Ta (Ha 2,5 roga 3a 12 mec), yBeuueHue oobeMa IMpaBo-
ro tectukyina. OgHako nabopatopHas kaptuHa AKTT -
HE3aBUCUMOTO TUIIEPKOPTUIIM3MA COXpaHsuiach (Tad..
2), B CBSI3M C YeM Obljla ITpoBeeHa JIalapocKonuueckas
MPaBOCTOPOHHSISI aApeHandKToMus. ['McTomornyecKuii
IWarHO3 TIOATBEPAW HaJW4YUe XapaKTepHON IS
CMOb HopyasipHONM NMUTMEHTHOM TUMEPIIa3uu Hami-
IMOYEYHUKOB (pHc. 3, CM. HA IB. BKJIEIKe).

Yepes rof mocijie OAHOCTOPOHHEH alpeHATIIKTOMUM
(B BO3pacTe 5 1eT) coXpaHsuICa HapylLIeHHbI PUTM ce-
kpeuuu Koptusoja u AKTT, HO B To ke Bpemsl oTMe4a-
nock mporpeccupoBanue IIITP: yBennueHue obObema
tectukysn (D=6,0, S=15,0), yckopeHue TeMIIOB pocTa
(ckopocth pocta — 13 cM/ron, SDS ckopoctu pocTa
+6,02), mporpeccupoBaHue KOCTHOro Bo3spacTa (Ha 3
roga 3a 12 mec). Ilpu nmoBTOpHOI MpoOe ¢ aHAIOrOM

MPOBAEMbI SHAOKPUMHOAOIMM, 3, 2016

I'uPT (OycepennHoM) HabMI0IAIOCh 3HAYUTEIHLHOE M0~
poiieHne ypoBHs JII' u @CI'; nnarHoCTUPOBAHO LIEH-
tpanbHoe IIITP. Pe3ynbraThl 1abopaTopHOro obcieno-
BaHUsI IpeACTaBlieHbI B Tada. 3. beia mpoBeneHa 1eBo-
CTOPOHHSIS aIPEHAIIKTOMMS C MOCEAYIOLIEH 3aMeCTH -
TEJbHOM TepanUei IpernaparamMu INIIOKO- 1 MUHEPAIO-
KOPTUKOUAOB, PEKOMEHIOBAHO JIEUEHHE aHajJoramMu
I'aPT.

Jleuenne nudepeanHoM ObUTIO HAYATO JIMIIL Yepes 6
Mec TocJje BTOpoit angpeHanaskTomuu (5,5 roga). 3a aTo
BpeMsI OTMeuajach IPOTpeccrsl KOCTHOTO CO3pEBaHUS
Ha 4 rona (KOCTHBII Bo3pacT cooTBeTcTBOBaI 10 rogam).
Yepes 11 mec Tepanuu nudepeanHoM B 6,5 roma TeMITBI
pocTa CHU3WJINCH, KOCTHBIN BO3pacT HE MPOrpeccupo-
Banl M cootBeTcTBOBan 10 romam, 00BEM TECTUKYI
ymenbimicsa (D =4,0, S=10,0), ypoBeHb TeCTOCTEpOHA
(<0,2 umons/n), JI (0,2 en/n) u ®CI (0,6 en/n) 6ulu
HU3KMMHU, UTO CBUIIETENILCTBOBAIO 00 3(h(HEeKTUBHOCTU
tepanuu. OMHaAKO CKOPOCTh POCTa OCTaBaJIaCh BHICOKOI
(poct — 105,9 cm, SDS pocta — 2,25, cKOpoCTh pocTa
— 8,1 cm/roa, SDS ckopoctu pocrta +2,36), Ipu 3TOM
ypoBeHb MDP-1 6b11 B ipeaenax HopMbl (TaodJ1. 4).
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Tabanua 3. Pe3yAbTaTbl 06CA€AOBaHMS NaLIMeHTa B 5 AeT (Yepe3 1 roA NOCAe OAHOCTOPOHHElH aApeHaAIKTOMMUM)

T'opMoHabHBINM Tpod UL

noxasatesib pesynbTart pedepeHCHbIe 3HAUYEHUS
TecTocTepoH, HMOJb/JT 3,9 0,2—0,6
JATBA-C, MKMOJIb/JTT 14,06 0,09—2,31
TTT, MmEn/n 1,9 0,64—5,76
T4cB, MoTB/1T 15,4 11,5—20,4
UDP-1, ur/mn 219,7 55—399

CyTOUYHBII PUTM CEKPEIMH KOPTHU30JIa

roKasarelb pes3ynbTart, yTpo pes3ysbTat, Beuep
AKTT, rir/mn 16,6 5,3
KopTuzosn, HMOJb/1 318 317

IMpo6a ¢ ananorom 'HPT

1oKasareJib 0 60’ 240°
JIT, En/n 0,6 13,0 16,1
OCT, En/n 0 0,2 0,8

Tabanua 4. Pe3yAbTaThl 06CA€AOBaHMS NaUMeHTa B 6,5 AeT (1 FOA MOCAe yAaAeHUs! ACBOTO HaAMOYeuHuKa, 1 roA Ha Tepanuu AucdepeanHom,

Ha 3aMeCTUTeAbHO# Tepanuu kopTechom, kopTuHedpchom)

T'opMoHabHBI Tpoduib
1oKa3aresb pesyabTar pedepeHCHbIe 3HAUYEHUST

TecTocTepoH, HMOJIb/JT 0,2 0,2—0,6
JATBA-C, MKMOJIb/JT 0 0,09—2,31

TTI, mEn/n 4,52 0,64—5,76

T4cB, mMob/N 18,1 11,5—20,4
HUDP-1, ur/mn 279.,9 55—399

CTT, ME/n 2,5 0—11,5

JIT, En/n 0,2 0,3—1

OCT, En/n 0,7 0,3—3.0

I1pu nMHamMuyeckoM HabIoaeHUM Yepe3 3,5 roaa (B
9,8 roga) coxpaHsSUIUCh BBICOKKE TEMITBI pOocTa (POCT —
130,3 cM, SDS pocra —0,87, ckopocTb pocta —7,62 cM/
rox, SDS ckopoctu pocra +2,92 cMm/rom) 6e3 mporpec-
CHU KOCTHOTO cOo3peBaHUs (puc. 4, CM. HA IIB. BKJIEiKe).
Boutu BoisiBIeHBI BoIcOKUI ypoBeHb MDP-1 — 455 Hr/
i (HopMa 55—399), CTT (9,1 Hr/mi1), OTCyTCTBUE TIO-
nasiaeHus cekpeuuu CTI Ha mpobGe ¢ Harpy3Koi Ijto-
K030i1 (MuHuUManbHbIA ypoBeHb CTI mpu uccienosa-
HUU 8,7 HI/MJT), 9YTO COOTBETCTBOBAJIO MTPU3HAKAM TH-
nepcekperu CTT B runocduse (Tadua. 5). YuurteiBas
otcyrcTBre MP-maHHBIX 32 MUKPOaJeHOMY TUTTodu3a,
OTCYTCTBME TaHHBIX 32 ONITUYECKYIO HEHPOTIATHIO, OBITIO
pelieHo BpeMEHHO BO3/IepXKaThCsl OT Ha3HAYeHUsT aHa-
JIOTOB COMATOCTaTUHA.

[Mpu mepBUYHOM 00CIIEIOBAHUHN Y MATTbUMKa OTCYT-
CTBOBAJIM BUIMMbIE U3MEHEHUSI KOCTEil, HO C y4eTOM
OYEeHb BBICOKOW 4YacTOThl (PUOPO3HO-KUCTO3HOM OUC-
mwrazun npu CMODB Obula mpoBeneHa ocTeoramma-
cuvHTUTpadust u oOGHAPYKEHBI MHOXKECTBEHHBIE OYaru
(GUOPO3HO-KUCTO3HOU AUCIIA3UU (B HUKHEW TpeTu
JIEBOM TJIEUeBO KOCTH, OOJBIIOTO U MaJIOr0 BEPTEIOB
MPOKCUMAILHOTO 3nucdu3a JieBoil OeApeHHO KOCTH,
CpeaHeli TpeTH JieBoii benpeHHol KocTu). B nocienyto-
mweMm K 10 rogaM nosisuiiack BuaumMast aecdopmaiius Ko-

12

CTeil TulIeBOro uyepera, rjieyeBoro rnosica, HUXHUX KO-
HEYHOCTEM.

Oo6cyxaeHune

OcobenHoctamMu CMOD gBisIIoTCS MyTbTUCUCTEM -
HOCTh U BaprabeIbHOCTh KIIMHUYCCKUX TTPOSIBIICHUIA.

Y Hamero namueHTa HaOMIOJAIUChH ClEAYIOLINE
KOMITOHEHTHI 3a00J1eBaHus: cuHIpoM KyImHra u msr-
Ha LBeTa «Kode C MOJOKOM» C POXKIEHNS, MAKPOOPXH -
IIN3M, TIOJIMOCccalibHas (GUOPO3HO-KUCTO3HAS TUCIIIAa-
3ud, runepcekpenust CTT. JlnarHos ObLT ITOCTaBIeH Ha
OCHOBAaHMHM COYETAHUS XapaKTePHBIX KIMHUYECKUX
MMPU3HAKOB.

OCO0OCHHOCTH TISITEH Ha KOXE MaJbuMKa COOTBET-
crBoBan npu3HakaM CMODB: maTHa ¢ HepOBHBIMU
KpasiMd T10 OTHOM CTOPOHE TYJOBHUIIIA, HE TIEpeCeKaIn
CPEIHIO JIMHUIO. XapakKTep SHIOKPMHHOW THUIIep-
byHKIIMM, MMeBIIIeiica y peOeHKa Ha TIEPBOM IOy KM3-
HU, coyeTaj] KOMOMHALIMIO PEeaKO HaOII0JaIoIIerocs
HeoHatanbHOro AKTI-He3aBUCMMOIO TUIIEPKOPTU-
1IM3Ma U MaKpOOPXUIMU3Ma.

T'unepxopTULIN3M OBLT 00YCIIOBIEH TUTIEPOYHKIIN-
elf 000MX HAAITOYEYHMKOB 1 OTJIMYAJICS XapaKTePHBIMU
IIJISI HeOHaTaJbHOTro cuHapoMa KyiHra mposiBieHus -
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K cratbe H.B. Maxka3zan u coaem. «Cunnpom KylmmHra y HOBOpOXKI€HHOT0 MAJIbYUKA
¢ curapomom MakKsiona—Qunopaiita»

Puc. 3. HoayAasipHas nurmeHTHasi AucnAasusi HaanoveyHu- Puc. 4. Maument B 9,8 roaa. Poct 130,3 cm, SDS pocta —
KOB. 0,87, ckopoctb pocta — 7,62 cm/roa, SDS ckopocTtu
pocta — +2,92 cm/roa.



Tabauua 5. Pe3yAbTaThl 06CA€AOBAHMS NaumneHTa B 9,8 roaa

T'opMoHabHBII TPpOGUITH

rokasaresib pe3yabTar pedepeHCHbIe 3HaYCHUST
TecrocTepoH, HMOJIb/J <0,17 0,2—0,6
JAT'BA-C, MKMOJB/T 0 0,09—2,31
TTT, MmEn/n 4,96 0,64—5.,76
T4cB, nMonb/a 16,35 11,5—20,4
N®DP-I1, ur/mn 455,9 55—399
CTTI, ME/n 5,9 0,05—6,9
JIT, En/n <0,2 0,3—1
OCT En/n <0,66 0,3—3,0

TecT ¢ Harpy3Koii riIoKo30i

CTT, ur/mn
9,1 0
7,6 30
6,6 60’
8,7 120°

MM: MAaTPOHU3MOM, HU3KHUM BECOM 1 POCTOM IIPU POXK-
IIEHUM, TIOCTHATaJbHOU 3amepxkoil pocta. IIpu KT u
VY3 y manpbuyuka omnpenensiach JUIIbL YMepeHHas THU-
nepruia3vsl HaaIlloYeYHUKOB, 0ObeMHbIE O0pa3OBaHUS
He BU3yaJU3UPOBAIUCH. JIBYCTOPOHHMIT XapakTep I0-
paxkeHUsT HAAIIOYEUHNKOB OOBSICHSIETCS TEM, UTO KJIeT-
KU, coiepKallre MyTaHTHYIO aJule/b, HaXOIsITCs B 000-
HX HaaroyeyHuKax [9].

Jleuenne cuHmpoma KyimHra, o0ycJIOBJIEHHOTO
CMOB, umeet cBou ocobeHHOCTU. Bo3aMoxHOCTY 11N~
TEJbHOTO TPUMEHEHUSI MHTUOMTOPOB CTEPOMAOTeHEe3a
OrpaHUYEHBI, TaK KaK Yy TaKUX IMallUCHTOB ITOBBIIICH
PUCK Pa3BUTHS MATOJOTMU TeIaTOOMIMApHOM CHUCTe-
Mbl. B HallleM ciyvae jiedeHre MHTMOMTOpaMU CTEPOU-
JIOreHe3a MPOBOIMIIOCH B TEYCHME TOMNa, ITOCTUTHYTh
MOJIHOM KJIIMHUKO-1a00paTOPHOM peMHUCCUU He yaa-
Jioch. CreyiomuM IIaroM B JIeYCHUHM ObLIa OTHOCTO-
POHHSISI aIPEHAISKTOMMUS, UTO TaKKe He TIPUBEJIO K 10-
CTIZXKEHUIO peMHUCcCUM. Y TUIIB ABYCTOPOHHSIS alipeHa-
sKTOMUS Obla 3ddekTuBHa. ['McTOIOrMYECKN ObLIa
oOHapyXeHa IBYCTOPOHHSISI HOOYJISIpHAsl TMUTMEHTHAs
TUIIepIUIa3ysl HaalmoyeyHUKoB. Harm ciydait memoH-
cTpupyeT Hea(HEKTUBHOCTD IPUMEHEHUS OJIOKATOPOB
CTEepOHMAOreHe3a W OTHOCTOPOHHEH ampeHaJI3KTOMUU
npu AKTT-He3aBUCMMOM TUNIEPKOPTULIA3ME, ACCOLIU-
MPOBAHHOM C IBYCTOPOHHEM TAIIepIUIa3ueil Haamoyey-
HuKoB 1pu CMOB. YuntsiBast IByCTOPOHHUI XapaKTep
nopaxeHus, 3POEKTUBHBIM ABJISIETCS yaaJleHue 000UX
HaIMmoyeyHUKoB. OTCYTCTBUE BHU3YyaIU3allUM OOBEM-
HBIX 00pa30BaHUI HAATIOYEYHUKOB HE MOXKET CIYKUThb
MMPUYMHON 0TKa3a OT aipeHAIPKTOMUHU. YUNUTHIBas BO3-
MOXXHOCTh CIIOHTAaHHOI PEeMUCCHU, B HEKOTOPHIX ITy-
OJIMKALIMSX MOITyCKAeTCsI BOBMOXHOCTD IPOOHOIO HC-
IMOJIb30BaHUSI MHTMOMTOPOB CTEPOMIOreHe3a Iepe pa-
IUKaabHBIM JiedeHueM [10] OgHako He SICHO, KaKUM
00pa30oM ciieayeT TOrIa BECTH MalleHTa B TaJIbHEHIIIEM,
IMOCKOJIbKY MPU OTMEHE MHTMOUTOPOB CTEPOMIOreHe3a
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OYEHDb BEPOSITEH PEIUIUB TMIIePKOPTUIIM3MA. JTaHHBII
BOIIPOC TpeOyeT HaJTbHEMIEero aHajIm3a U 0000IIeHUS
MHPOBOTO KJIMHUYECKOTO onbiTa. C 3TOM TOUKM 3peHUS
OITMCAHMSI OTACIBHBIX CJIy9aeB PeAKOT0o CUHAPOMA IIPH-
00peTaloT 0co0YI0 BasKHOCTb.

ITomuMo cuHapoma KyllmHra y majbuuka IIpu
TMEPBUYHOM OOCJICIOBAaHUM OBLIM BBISBICHBI MaKpOOP-
XUAU3M U JIOOKOBOE OBOJIOCEHHE, COOTBETCTBYIOIIEE
craguu 2 o mkajne TanHepa. Y manpunkoB npu CMOb
MOXET HaOJI0JaThCd MaKpPOOPXMIU3M B OTCYTCTBHUE
npyrux rnposgsienuii ITITP, uto oObsIcHsIeTCS pacipene-
JICHUEM MYTaHTHBIX ajuleJieii B OCHOBHOM B KJIETKax
CepToau ¢ MEHBIINM COIEpXKaHNEM WU OTCYTCTBUEM
TakoBbIX B KieTkax Jleiiaura. Ilpu aToM oTmeuaercs
yBeIMYEHUE OObeMa TECTUKYJ, COIPOBOXIAIOIIEeCs
MOBBIIIEHHBIM ypoBHeM mHruouHa B u AMI 6e3 ru-
MEePIPOAYKIIMU TIOJOBBIX CTEPOMIOB U KIMHHYECKUX
npusHakoB [IITP (yBenuueHue mneHUca, YCKOpEeHUE
KocTHoro Bo3dpacta) [11]. Kpome Toro, Makpoopxuan3m
npu CMOB accoumnpoBaH ¢ TTosIBJIieHEM MUKPOJIATH -
aza TecTuky’a [12]. ¥V Hamero mamudeHTa MaKpOOPXU-
IU3M He ObUT M30JIMPOBAaHHBIM, OTMeUajics ITybepTaT-
HBII ypOBeHb cekpeln Tectoctepona u JIFDA-C. Ox-
HO3HAYHO CYIUTH O TOHATHOM TeHe3¢ TMIIepCEeKPELINU
TOJIOBBIX CTEPOMIIOB HEJIb3SI, TAK KaK MPUIMHOM UX ITO-
BBIIICHUSI MOTJIa OBITh TUIIEPGYHKINUS HaAIIOYeTHU-
KoB. TOYHO YCTaHOBUTH NCTOYHUK MOBBIIIICHHBIX ITOJI0-
BBIX CTEPOMIOB HE TPEACTABISICTCS BO3MOXHBIM, TaK
Kak ueHTpanbHbiii T1TTP pa3Buics y manbpuynka mocie
yIaJeHUsI OOHOTO HAAINOYEUYHHMKA, a TIOBTOPHOE UCCIIe-
JIOBaHME MOJIOBBIX CTEPOMIOB OBLIO ITPOBEACHO YK€ T0-
cJie ymajJeHUsI BTOPOTO HaAIloYeyHKa U Ha (hoHe Tepa-
nuu audepeTnHoM. MOXHO JIMIIb YTBEPXIATh, UTO Y
nalueHTa uMean Mecto nepudepuyeckas ¢opma ITITP
(160 HAAIIOYEeYHUKOBOTO, OO TOHATHOIO TeHe3a),
Ha (poHE KOTOPOI OTMEUAJIOCh paHHEe pacTOpMakKMBa-
HUE TUIOTAJIaMO-TUIIO(GU3aPHOM CUCTEMBI, U pa3BUTHE
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KAMHWYECKI CAYHAN

HeHtpanbHoi popmbl TTTTP. OgHO3HAYHBIX JAHHBIX 00
addekTuBHOCTH Tepanuu aHanoramu [HPI B ciyuae
BTOpuYHOro reHesa ueHrpanbHoro I[P wer [13]. Ot-
paxeHneM 3(p(PeKTUBHOCTU JICUCHUS y HAIIETO Maly-
€HTa CTaJl0 CHWXKCHUE TeMIIOB IOJIOBOTO Pa3BUTHUSI U
MOAABJIEHUE CEKPEIUHU IOJIOBBIX CTEpOUIOB. Bo3moxk-
HO, CTOJIb TIOJIOXUTENbHBI 3(MGeKT Tepanuud LeH-
TpanbHoro I1ITP roBoput 06 OTCYyTCTBMM aBTOHOMHOI
rurnepGyHKIUM TOHAA, TOrga KaK MOBBIIIEHHBINA Ypo-
BeHb TecTocTepoHa u JII'DA-C B nepBbie ToAbl HAOJIO-
neHus (py oTcyTcTBUU HeHTpaibHoro I1ITP) orpaxka-
JIA TUTIep(YHKITMIO HAATIOUEYHUKOB.

M36bITOK KOpPTH3071a C OOHON CTOPOHBI U MOJOBBIX
CTEpPOUIOB C APYTroil OTpa3ujvCh Ha TEMIIaXx pOCTa U
KOCTHOTO CO3peBaHMs peOeHKa.

Jlo 3 met y MaibumKa oTMeyaiach BhIpaxkeHHasl 3a-
JepXKa pocTa M KOCTHOTO BO3pacTa, HECMOTpsI Ha
MMEBIIMICS N30BITOK aHAporeHoB. HasHaueHne nHru-
OUTOPOB CTEPOMIOTEHE3a, II03BOJIMBILEE YACTUIHO
CHU3WTh YPOBEHb KOPTU30J1a, CITOCOOCTBOBAJIO YCKOPE-
HMIO KOCTHOTO BO3pacTa M TEMIIOB pocTa pebeHKa.
B TedeHue roma nocJie ynajaeHus OMHOTO HaaIIOYeYHHUKA
y MajibyuKa pa3Buioch eHtpaabHoe ITI1P ¢ BeipaxkeH-
HBIMM KJIMHUYECKMMU MpPHU3HaKaMM (YBeJIMYCHHUE 00b-
€Ma TeCTHKYJI, IIPOrpecCHpOBaHKE KOCTHOTO BO3pacTa
M pe3Koe ycKopeHue pocTa). Ha ¢oHe Tepanuu aHajo-
ramu ['HPT y manmeHTa orMeyascs perpecc Mpu3HaKoB
IOJIOBOTO Pa3BUTHUSI, YpOBHU aHmporeHoB, JII, ®CI’
aJieKBaTHO CHU3WIKNCh, COXPAHSETCS YIOBIETBOPUTEIIb-
HBII TEMIT pocTa 6e3 MPOrpecCuyr KOCTHOIO BO3pacTa.
YuuThiBasi BO3MOXHOE Pa3BUTHE COMATOTPOITMHOMBI
npu CMOB, mbl uccinenoBanu yposeHb CTT 1 UDOP-1u
BeIsIBWIIM Turiepcekpeunio CTI. D10 memMoHCTpupyeT
BaXKHOCTb COOJIIOIEHMST IIPOTOKOJIA O0CIenOBaH s T1a-
ueHToB ¢ CMObB — perynsipHOro NnpoBeAeHUsT CKpU-
HMHIA BCEX BO3MOXHBIX IIPOSIBJICHUI 3a00JIeBaHUs.
KomrmoHeHThI 3a001eBaHUSI MOTYT MAaCKMPOBAThCS IPY-
TUMM COCTABJISIIOIIMMM: YCKOPEHHUE pOcTa, HaIlpUMeD,
MOXeET paccMaTpuBaThcs Kak npossieHue ITITP, nu6o
KaK peakiiysi Ha CHMXXCHUE YPOBHsI KOPTHU30Jja IT0CIe
JICYCHUSI TMIIEPKOPTUIIM3MA.

TuneppyHkMsa coMmaToTpodoB (COMpoBOXKIAIOIIA-
sgc1 B 80% ciyyasix THMIEPHPOJIAKTHUHEMUEH) IIpu
CMODb MoXeT IJINTEeTLHO He OTpaXkaTbcsl Ha MOp(do10-
TUYECKOM COCTOSSHMU Tunogusa: MP-kapTtuHa rumo-
($uza ocTaeTcss MHTAKTHOM B TEUEHUE HECKOJIbKMX JICT
(cobcTBeHHBIe HaOmoaeHUs). OmHAKO TMOBbIIIEHHAS
cekpeuusi CTT' HeraTUBHO CKa3bIBaeTCs HA BbIpaXKeH-
HOCTU (DUOPO3HO-KUCTO3HON AWCIIA3UU, YCYryoJsis
KOCTHBIEe aedopMauuu (B 4YaCTHOCTHU, NPU HAIUYUU
04YaroB B KOCTSIX 4epella, BbI3bIBasi Makpoledauio,
yCWIEHUE YEePeITHO-JINIEBBIX neopMaluil U ONTHYC-
cKylo Heliponatuio) [14]. Ycxonst U3 9TUX JaHHBIX, Ma-
LIMEHTaM ¢ odyaramMu (prOpO3HO-KUCTO3HOM AUCILIA3UU
yepena v u3obiTKoM CTT HazHavaloT npernapaThbl cOMa-
toctatuHa [15]. [1pu ux HeaHEKTUBHOCTU HEKOTOPHIE
aBTOPBI PEKOMEHIYIOT 100ABJSATh AaHTATOHUCTHI PeLieII-
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TOpa ropMoHa pocTa (rmersucomManT) [16]. B Hamrem ciy-
yae y MmauMeHTa OTCyTcTBOBaIM MP-manHbIe 3a ageHo-
My rurniopusa. He peructpupoBanuch U1 HEBpOJIOTHYE-
ckuMe U odTaJbMOJIOTMUEeCKHE OcIoXHeHus. Bce aTo
OIIpeIe/IVIIO HAaOII0AaTeIbHYIO TAKTUKY BEICHUS Al -
eHTa. PerieHue Bompoca o0 Ha3HaYeHUM IIperapaToB CO-
MaToCTaTHHA IUIAHUPYETCS IIPU OLIEHKE COCTOSHUS
04aroB (pMOPO3HO-KMCTO3HOM AUCIUIA3UU B IUHAMUKE.

Cnenyer OTMETUTD, YTO (PUOPO3HO-KUCTO3HAS TUC-
I1asus, Bcrpevawomiascs B 98% ciydaee CMOB [6],
MMeeT, KaK IIpaBWJIO, PaCIPOCTPAHEHHBI XapakTep.
B Hamiem ciydae, oyaru mopaxeHus, IIOMUMO 4epera,
HabJIoJaTMCh U B APYTUX KOCTsx ckesera. dopmuposa-
HUE TIaTOJIOTMYECKON KOCTHOM TKAHU TIPOSBIIIETCS JIE-
(bopmanusIMu KOCTel ¥ MaTOJIOTMYeCKUMU ITePEeIOMaMM.
V Haiero nanueHTa BUAMMBbIC AedopMaliy TTOSIBUIUCH
K 10 romam Xu3HU B BUIe M3MEHEHUsT (hOpMbI Uepera,
nedopMaliy KOCTel TUIeYeBOro Iosica U HIDKHUX KO-
HeuHocTel. JlaapHeitias jeueOHas TaKTUKA OyIeT 3aBU-
CeTh OT TeMIIa U XapaKTepa IPOrpeCcCUU KOCTHBIX U3Me-
HeHuit. [1Ipy popMUpOBaHUM 09ATrOB C BLICOKMM PHUCKOM
IePEIOMOB BO3MOXKHO XUPYPrHUYECKOE JICUCHHE.

[ManueHT nmponoyrkaeT HabaogaTbess B MHCTUTYTE
JeTckoit sHmokpuHojgornu @I'BY DHII.

3akAloueHue

CMOB — penxas TsKesasi FeHeTUYeCKast MyJIbTHCH -
CTeMHas TI1aToJIOTusl, Tpedylolass WHAWBUAYaJIbHOTO
noaxoaa. B onrcaHHOM HamMu cllydae OMHUM U3 TIEPBbIX
U Haubojiee KIMHUYECKM 3HAUYUMBIX KOMIIOHEHTOB
CMOB 6bu1 cunapom KyinyHra, mpyu3Haku KOTOPOTO
HaOmonanuch yxe npu poxaeHun. AKTT-He3aBrcuMBIi
TUTIEPKOPTULIM3M Y JeTelt 10 rofa BCTpeyaeTcsl Upe3Bbl-
yaitHo penko. HeoHnaranbHbiit AKTT -He3aBUCHMBI TH-
MEePKOPTULIM3M MPU OTCYTCTBUU OIYyXOJU HAMOUYEUHU-
Ka yaiue Bcero sapisiercs nposisieHreM CMODB. Tpuun-
Hoit cuHapoMa Kymmnra npu CMOD gBnsieTcst AByCTO-
POHHSISI TUTMEHTHAsT HOAYJISIpHASI TUMepIuUIa3usl Haaro-
YEYHUKOB, MO3TOMY €IUHCTBEHHbIN paauKalbHbI Me-
TOM JieueHUs1 — ABYCTOPOHHSIS aApeHaTIIKTOMUSI.

KoMnoHeHThl 3abosieBaHUSI MOIYT MAaCKUpPOBaThb
MPOSIBJIEHUST APYT Ipyra, JMO0 BOOOlLIe B TeUeHUE -
TEJIbHOTO BPEMEHU He UMETb SIPKUX KJIMHUYECKUX MpOo-
sapiaeHuii. [Taupentol ¢ CMODB no/kHBI HA0MIOAATHCS B
CeuUaIM3UPOBAHHBIX MEIULIMHCKUX LIEHTpax, MMeo-
LLIMX OIBIT PabOThI ¢ TAKUMU PEAKUMU 3a00JIEBAHUSIMU,
U TIPOXOAUTD PETYJISIPHOE 00CIeI0BaHUE JIsI BbISIBIEHUS
BCEX BO3MOXKHBIX KOMIIOHEHTOB JAHHOTO CUHIPOMaA.

Nudopmanusd o punaHcHPoBHUN ¥ KOH(GIIMKTE HHTEPECOB.

ABTOpBI JEKJIapUPYIOT OTCYTCTBME SIBHBIX M IMOTEHLIUAIBHBIX
KOH(MJIMKTOB MHTEPECOB, CBSI3aHHBIX C MyOJMKalMeil Hacrosuiei
CTaThbU.

IlepcoHanbHast MeauLIMHCKasT MHMOPMaLMS ITyOJIUKYETCsl C JIMY-
HOTO NMUCBMEHHOTO COIIachsl 3aKOHHOTO MPEeICTaBUTEIS TaLlUeHTa.

BaarogapnocTtu

bnarogapum Bech KOJUIEKTUB Bpaueil, NMPUHSBIIMX aKTUBHOE
yJyacTue B 00C/Ie0BaHUY MTaLlUEHTA.
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