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Cunapom Koxepa—Aebpe—CemmabeHa (CKAC) — 3To peakoe 3ab60AeBaHUE, KAMHUYECKK NPOSIBASIOWEECS FMMOTUPEO30M U Mbl-
WweyHoM ncesaormnepTpoduen Tyrosmila n koHedHocter. CKAC BcTpedaeTcst B OCHOBHOM B CTPaHax € OTCYTCTBMEM CKPUHMHIA
Ha BPOXKAEHHbIM T’MNOTUPEO3, OAHAKO HE MCKAIOHEHO BO3HMKHOBEHME 3TOr0 CMHAPOMa M Ha PoHe NProbpeTeHHOro rmMnoTMpeosa.
MMNepTPOUs MbILLL MPU 3TOM CUHAPOME SIBASIETCSI AOXKHOW («MCEBAOTMMNEPTPOUSI»); OHA HE COMPOBOXAAETCS YBEAMYEHWUEM
CUMABI MbiLLILL, @, HAOBOPOT, MPUBOAMT K CHUXKEHMIO MBILIEYHOM CUABI U Pa3BUTUIO MbILLEYHOM TMNOTOHMK. [ToBbIWEHMe KpeaTUHNH-
ocdokmHasbl (KDK), raktataernaporeHassi (AAl) siBasieTcst XxapaKTepHbIM AaGOPaTOPHBIM MPU3HAKOM MMOMAaTUM MPU AQHHOM
cuHapome. [Mpr3HaKkK rMnoTMpeosa 1 MblWeHHOM NCEeBAOTMNEPTPOGUN HUBEAUPYIOTCS Ha (POHE Tepanum AeBOTMPOKCUHOM. [lo-
Ka3aTeAM KOHEYHOrOo PoCTa NPK MO3AHO Ha4aTOM A€YEHUM MOTYT OCTaBaTbCsl HEBLICOKMMM. HaAnumne XxapakTepHbIX KAMHUYECKMX
npu3HaKkoB 3a60AeBaHNS, 0OCOOEHHO Ha (hOHe HecrneunpUIecKon KAMHUYECKOM KapTUHbI TMNOTUPEO3a, NO3BOASIET YCTAaHOBUTD
AMArHO3 Ha PaHHMX CTaAMSIX M CBOEBPEMEHHO HayaTb Tepanuio, 4TO NOAYEPKMBAET BaXKHOCTb OCBEAOMAEHHOCTM Bpayei 06 3TOM
CUHApPOME.

KaroueBbie caosa: cuHapom Koxepa—Aebpe—CemmabeHa, runoTupeos, MMonaTus, MblleYHas runepTpoghusl, KAMHUHECKMIi CAy-
yai.

Pseudohypertrophic myopathy in a child with hypothyroidism (Kocher—Debre—Semelaigne
syndrome)
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The Kocher-Debre-Semelaigne syndrome (KDSS) is a rare disease that clinically manifests as hypothyroidism and muscle pseudo-
hypertrophy of the trunk and extremities. KDSS occurs mainly in countries where there is no screening for congenital hypothyroid-
ism; however, this syndrome can develop when there is acquired hypothyroidism. In this syndrome, muscle hypertrophy is false
(pseudohypertrophy); it is not accompanied by an increase in muscle strength but, on the contrary, leads to a decrease in muscle
strength and the development of muscle hypotension. Increased levels of creatinine phosphokinase (CPK) and lactate dehydro-
genase (LDH) are the characteristic laboratory sign of myopathy in this syndrome. The signs of hypothyroidism and muscle pseu-
dohypertrophy are reduced by levothyroxine therapy. Indicators of the final height in the case of delayed treatment may remain
poor. The clinical signs characteristic of the disease, especially in the presence of a nonspecific clinical picture of hypothyroidism,

enable an early diagnosis and timely treatment, which emphasizes the importance of doctors’ awareness of this syndrome.
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Cunapom Koxepa—/leope—Cemunbena (CKJIC) —
COoYeTaHME MBIIICYHON TICEBAOIMIEPTPOUN U JUTH-
TeJIbHO TEeKYyIIero rurnotupeosa y aereit [1]. Cungpom
MOXET BO3HUMKHYTh KaK IMPU BPOXKIEHHOM TUIOTUPEO3e
(areHe3us1 LIIMTOBUIHOMN 3KeJe3bl, TUCTOPMOHOTEHE3),
Tak U B pe3yJibTaTe NpUOOPETEHHBIX IPUYUH (ayTOUM-
MYHHBII TUpeounut) [2]. McTuHHas pacmpocTpaHeH-
HocTbh CKJIC HeusBectHa. CKJIC B OCHOBHOM BCTpe-
YyaeTcs B CTpaHax ¢ OTCYTCTBMEM CKPMHMHIA Ha BPOXK-
JNEHHBII TUTIOTUPEO3, U Yallle y MaJbyuKoB [2].

YV pebeHKka 0OBIYHO OTMEYAETCS SIPKO BhIpakeHHast
KapTMHa TUIIOTUPE03a, TSIKECTh KOTOPOIrO 4acTo Ha-
MPSIMYIO CBsI3aHa CO CTETIEHbBIO BHIPAXKEHHOCTH MUOTIa-
tuu [2]. HabmogaeTcss yBeauvyeHUe pa3MepoOB MBIIIIIL
TYJIOBUIIIA, TJIEYEBOIO M TA30BOIO I0sICa, KOHEYHOCTEI
C TTOCTETNIEHHBIM CHMXKEHMEM MbBILIEYHOM CUJIBI, 3aMe/I-
JIeHUeM IBWKEHUH, C1ab0CTbhlo, YTOMJSIEMOCThIO [3].
W3-3a xapakTepHoro eHoTuIa aAeTeil ¢ 3TUM CUHAPOM
Ha3bIBAIOT «I€ThbMU-TepKyIecamu» [4].
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buoxumnueckum MapkepoM TaHHOI MUOTIATUM SIB-
JIIeTCsl YMEPEHHOE TMOBBIIIEHUE YPOBHE KpeaTHMHUH-
dochokunaszel (KDOK) u makratnernaporeHassr (JIT)
[2]. [Tpu3Haky runoTMpeo3a, Kak U MbIIIEYHON TICEeB-
JOTUIEePTPO(G UM, HUBEIMPYIOTCS B TeUEHHE HECKOJIb-
KUX HeZeJIb WU MECSILIeB TOoc/ie Havyalla TepaIriiu JIEBO-
THUpOKCHMHOM. OMHAKO MoKa3aTelu KOHEYHOIo pocTa
MOTYT OCTaThCs HeBbICOKUMU [2]. PekoMeHayeTcs Ha-
YMHATh JIEYCHUE IperapaTaMu JIEBOTUPOKCUHA B Ha-
yaJibHbIX q03ax 10—15 Mxr/Kr/cyrt. [5]. ®usnorepanes-
TUYECKOE JICYEHUE TaKXKE MOXKET YMEHbLIATh PUTHI-
HOCTb MBIIII] U CITOCOOCTBOBATh JOCTUXKEHUIO MOJHOTO
MOTEHILMAaJIa MbIIIEYHOM! CUJIbI [2].

Onucanue cayyas

IMauuent 7., 7 1eT, NOCTyNWJI B I€TCKOE OTAEICHUE
TUPEOUI0JOTUHU, PENPOAYKTUBHOTO M COMATUYECKOTO
passutus @I'BY DHII c xxanmodbamMu Ha 3aIepKKY pocCTa,
CYXOCTb KOXHBIX TOKPOBOB.
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KAMHWYECKI CAYHAN

W3 aHamHe3a M3BECTHO, UTO Opak pomMTesieil He
OM3KOPOACTBEHHbIN. PeOeHOK OT nepBoit 6epeMeHHO-
CTH, TIPOTEKABIICH C yrpo30ii IIpephIBaHUs C 8 HeJl Te-
crauuu. Ponwics Ha 28-11 Henesie IyTeM KecapeBa ceue-
Hus ¢ Maccoit Teaa 990 r (SDS =—0,41), poctoMm 35 cm
(SDS =-0,88). O1ieHKa COCTOSIHMSI TIPU POKAECHUU TIO
mkane Anrap 3/4 6anna. Beinucan Ha 21-ii AeHb ¢ qua-
THO30M <«ITOCJICJCTBUSI TEPUHATAIBHOTO ITOPaKEHUS
IIHC cmemanHoro reHesa (TMmOKCUYECKH-TpaBMaTU-
YECKOIo), CUHIAPOM MBIIIIEYHON AUCTOHUM». Maabuuk
U3 IBOiHU (BTOpoii pebeHoK — aeBouka, LI, cma-
cTUYeckasl auriervs). B HaciaencTBeHHOM aHaMHese
oOpalaet Ha ce0s1 BHUMaHMe HaJlnuue 300a y MaTepu B
JETCTBE, TPAH3UTOPHOIO IMITOTUPEO3a BO BpeMsl Oepe-
MEHHOCTH, ayTOMMMYHHOTO TUPEOUINUTA Y cuOCca U TH-
PEOUIBKTOMUS Yy 0AOYIIKM 10 OTLIOBCKOM JTUHUMU.

C 3 jeT ObUIO OTMEUEHO CHUXKEHME TEMIIOB pOCTa,
CYXOCTh KOXHBIX ITOKPOBOB, «3aTOPMOXEHHOCTb»,
YTOMJISIEMOCTb, MBbIIIIeYHasl ciabocTh. [1pu obcaenoBa-
Huu B 6 et 11 mec nmposeneHa MPT rojoBHOro Mo3ra u
BBISIBJIEHA TMIIEPILIA3UsT aleHOrMIopu3a.

Pe3yAbTaThl husmkasbHOro, AabopaTopHo-
ro ¥ UHCTPYMEHTAAbHOTO MCCAGAOBAHUS

Manbuuk 6601 Tocnutanu3upoBad B @I'BY DHII B
7 net. [1pu MOCTYIIJICHNY OTMeYajiach HM3Kasi CKOPOCTh
pocta 2 cMm/rom (SDS ckopoctu pocta =—4,38). Poct
111,5 cm (SDS pocra = —1,66), macca tena 23 kr, UMT
18,5 kr/m?, SDS UMT = +1,66. O6parmiano Ha cebs
BHUMAaHNE BBIPAKEHHOE PAa3BUTHE MYCKYIATyphl TYJIO-
BUIIIA, OCOOCHHO 3aMETHOE B 00JIACTU MKPOHOXKHBIX
MBIIIII; CYXOCTh KOXHBIX ITOKPOBOB; OTEUHOCThH JIMIIA;
MaKpOTIJIOCCHST; YMEPEeHHAsI KeITYITHOCTh KOXHBIX I10-
KpoBoB (puc. 1 cm. Ha UB. BKIeiiKe). 300 He BU3yaTU3U-
poBajics, IIUTOBUIHAS XeJle3a TIPU MaTbIIallui MSTKO-
3JIACTUYHON KoHcHcTeHIMU. OTMedanach CKIIOHHOCTh
K 3aropaMm, YCC 82 yn/muH. [TosoBble OpraHbl pa3Bu-
THI MIPAaBUJILHO, TI0 MYXXCKOoMY THITy. [lojioBOe pa3Bu-
te: TanHep 1, IMYKM B MOIINOHKE (00OBEM SIMUYEK:
D=S=2 m).

Ilpu obcaedosanuu 6 omoenenuu: ipu Y3 mmro-
BUIHOI JXeJIe3bI OTMEUAIICH dXorpaduiaecKue mpru3Ha-
KU ayTOMMMYHHOT'O [TOpaXXeHus1, 001Inii 00beM 4,7 cM?.
IMTo manueiM DKI wMenuch nmpusHaku OpaguKapaIuu
(74—63—53 yn/mMuH). B obuiemM aHaiu3e KPOBU BbISIB-
JIeHa HOPMOXPOMHasI aHeMMUsI JIETKOI CTEIIeHU CO CHU-
JKeHMeM o0111ero remoriodouHa 1o 106 r/n. B Guoxumu-
YeCKOM aHajin3¢ KPOBW BBISIBICHHI BBICOKHME YPOBHU
rmeueHouHBIX epMeHTOB (ACT 127 En/nm mpm HOpMe
5—34; AJIT 180 En/n ipu HOpMe 0—55), MOBBIIIIEHNE
conepxanust KOK (447 En/n npu Hopme 30—200) u
JIAT (256 En/n npu HopMme 125—220); oOHapy:KeHbI
MIPpU3HAKU TUCIUIINIEMUN — TIOBBIIIICHUE YPOBHS 00-
mero xonecrepuHa (14,72 mmonb/n ipu HopMme 3,3—
5,2), JIITHII (12,5 mmons/1 ipu HopMme 1,1—3). B Top-
MOHAJIbHOM TTpoduIie BBISIBJICHBI HU3KHE YpOBHU cB. T4
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(5,15 nmonb/n ipu HopMme 11,2—18,6), BbICOKUIi ypo-
Benb TTT (>100 MME/n ipu Hopme 0,51—4,82) u 1o-
BBIIIEHHBI TUTP aHTUTEen (AT K TITO >1000 ME/™Mn
npu HopMme 0—60; ATk TT — 384,7 ME/mi ipu HopMme
0—115).

Takum obpa3om, y pedbeHKa HaOJIOAAIUCh KIIU-
HUYECKME U JJabopaTOpHbIe MPU3HAKU TMIIOTHPEO3a.
Bbi1 ycraHOBJIeH AMarHo3: ayTOMMMYHHBIM THPEOM-
IUT, TUnepTpodudeckas ¢hopMa, IepBUYHBINM TUITO-
THPEO3 U Ha3HavyeHa Tepalus JeBOTMPOKCMHOM B
nmo3e 50 MKr/cyT.

ITpu MOBTOPHOM HCCIEAOBAaHUU Yepe3 Hele o Mo-
cJie Havyajia Tepaliii B TOPMOHAJIbHOM Mpoduie oTMe-
yajach ITOJIOXKUTEJbHAsl IMHAMMUKA C TOBBIIIEHUEM
ypoBHs ¢B. T4 no 8,3 nmob/n, TTI coxpaHsiicst moBbI-
mweHHbIM (>100 MME/n), Habntogaa0Cch CHUXKEHUE Te-
YeHOYHBIX TpaHcamuHa3 B kpoBu (ACT no 113 En/i,
AJIT no 176 En/n).

ITpu nuHamuyeckoM HabJOaeHUU Ha (OHE 3aMe-
CTUTENBHON Tepanuu U AocTuXeHus1 aytupeosa (TTT
4,8 MME/n) Obl1M OTMEUEHBbl 3HAYMTEIbHOE Yyullle-
HHME CaMOYYBCTBUSI TAlIMEHTa, BHIPAXKEHHOE YMEHBbIIIE-
HUE TUIEePTPO(GUU MBIII, HOPMAaJIU3alUsl ypPOBHEM
K®K (111,2 En/m) u JJAT (209 En/n), perpecc KIMHU-
KO-71a00paTOpHBIX MPU3HAKOB TUIIOTUpeo3a (y/Iydlle-
HME BHEIITHETO BUIa peOeHKa ¢ HUBSJIMPOBAHUEM OTeU -
HOCTH, MaKpOIJIOCCUU, HOpMaJIU3alueil cTyia; B 61uo-
XUMUYECKOM aHaJIM3e KPOBU — CHUKEHUE XOJIeCTePU -
Ha 10 5,5 MMOJIb/J U TEYEHOUYHBIX TpaHCAMUHA3 M0
HOPMAaJIbHBIX 3HAYCHW1, HUBEJIMPOBAHUE aHEMUU (PUC. 2
CM. Ha 1B. BKJeiike). CriycTsa 12 Mec Tepanuu HabIoaa-
Jlach TIOJIHAsi HOpMaslM3alldsl POCTOBBIX IlapaMeTpOB
(SDS pocra =-0,79; SDS ckopoctu pocra =+5,26)
(puc. 3 cM. Ha IB. BKJIEiiKe).

O06cyxaeHune

Muonatiss TIpU TUIIOTUPeo3e (TUIIOTUPEOMIHAS
MMOIIATHSI) BCTPEeUaeTCss He9acTo, XOTSI XKaIoObl Ha MbI-
LIEYHYIO C1a00CTh MOIYT IIPUCYTCTBOBATh y 40% maiu-
eHtoB [1]. Menee yem y 10% nauueHTOB C TUIIOTUPEO-
WIHON MUOMATUEH MOXET Pa3BUTHCSA MBIIICUHAS TICEB-
nmoruriepTpodust, n3BectHas Kak cuaapom CKJIC y ne-
Tell u cuHapoM XoddmaHa y B3pOCIbIX MAlIMEHTOB C
rurtorupeosoM [1, 6]. CKC oObIYHO BOZHUKAET B BO3-
pacre ot 18 mec no 10 et [1].

Bnepsoie cunapom onncal B 1982 r. KoxepoM, Ko-
TOPBII BBISIBIJI YBEJTMUECHUE 00heMa CKEJICTHBIX MBIIIII]
IPY YMEHBIICHUW MBIIICYHON CUJIBI U pelakcallluul y
nmereii ¢ runotupeo3oM. B 1934 1. Jleope u CemumiabeH
OIMMCaIN AEBOYKY 2 JIET C BEIpAXXeHHO THIIepTpodueit
MBIIII] TYJIOBUINA, KOTOpasl peAylnpoBaiach Ha (poHe
3aMECTUTENIbHOI Tepamuu TuIotupeosa. I[lmpoxwmit
CIEKTP KIMHUYECKNX MMPU3HAKOB 3TOTO CHHAPOMA CBSI-
3aH B OCHOBHOM C THUIIOTHPEO30M. MHEIIIeUHAsT TUTIep-
Tpodus, 3aTparmBaroIias TYJIOBUINE W KOHEUYHOCTH,
MIPUBOINUT K TUIIEPMYCKYJIIPHOM BHEITHOCTH, XOTSI T1a-
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LIMEHTBI Yallle BCETO XaIYIOTCsl Ha MBIIIIEYHYIO C1ab0CTh
[7]. HecMOTps1 Ha TO UTO MBIIILbI YBEUUYEHBI B pa3Me-
pax, HaOII01aeTCsT UX TUITOTOHMSI, [IO3TOMY MBbIIIIEYHAst
runepTpodust SIBISETCS JIOXKHOU («IICEBIOTUIIEPTPO-
bust»).

[MaTodu3moaoruss MbIIIEYHON! IICEBIOTUIIEPTPO-
¢duu 10 KoHla He u3ydyeHa. HeusBecTHO, mouemy
OHa pa3BMBAETCS HE Y BCEX MAIlMEHTOB C TUIIOTUPEO-
30M. ['OpPMOHBI IIMTOBUAHON >Xeje3bl yyacTBYIOT B
aKTUBALIMM TJMKOTEHOJM3a U MUTOXOHIPHATBbHOIO
oKUCauTedbHOTro (ochopunuponanusa. Cuurtaercs,
yto B ocHoBe mMuonatuu npu CKIC nexuT cHuxe-
HUE TIMKOTEHOJIUTUYECKON aKTMBHOCTH, YTO IPH-
BOJIMUT K OTJIOXKEHUIO IIMKOTE€HAa B MBIIIIIAX, 3aI1aChl
KOTOPOTro HAYMHAIOT UCTOIIAThCS MO MEPE JOCTHXKE -
HUS dyTUpeo3a [2].

CASE REPORT

3akAoueHue

CsoeBpeMenHas nnarHoctuka CKJIC kpaiiHe Bax-
Ha, MTOCKOJIbKY ero JIeYeHUE, 0OCOOCHHO ITPY paHHEM Ha-
yajie Teparuu, MOXET IIPUBECTU K TIOJITHOMY HUBEIUPO-
BaHUIO MPOSIBJICHMI 3a00eBaHMs1. HampoTtus, mo3mHsst
IUATHOCTMKA U HECBOEBPEMEHHAsI Teparusl IIPUBOISIT K
TSDKEJTBIM XKU3HEYTPOKAIOUIUM TTOCIIeACTBUSIM |7, §].

JOIOJHUTEIBbHASA NTHOOPMALIUS

Corsacue nanmeHTa. Mama naiueHTa J00pOBOJIBHO MOIINMcana
MHGOPMUPOBAHHOE COTJIACHE Ha MYOJMKAIIMIO TEPCOHAILHOM Men-
LIMHCKOW MHMOpMauu B 00e3TMYEHHON (hopme (MMEHHO B 3TOM
KypHaie).

KondamkT uHTEpeCcOB. ABTOPBI 3asIBISIIOT 00 OTCYTCTBUM KOH-
(imka uHTEpECoB.

/\MTEPATYPAl REFERENCES

1. Rajvanshi S, Rai G, Philip R, Gupta KK. Kocher-Debre-Semel-
aigne syndrome. Thyroid Research and Practice. 2012;9(2):53-55.
doi: 10.4103/0973-0354.96047.

2. Sindoni A, Rodolico C, Pappalardo MA, et al. Hypothyroid my-
opathy: A peculiar clinical presentation of thyroid failure. Review
of the literature. Rev Endocr Metab Disord. 2016. doi: 10.1007/
s11154-016-9357-0.

3. Patney A, Pai KM, Sholapurkar AA. Kocher Debre Semelaigne
syndrome and associated orofacial aspects: report of a case. J Oral
Sci. 2011;53(1):129-132.

4.  Mehrotra P, Chandra M, Mitra MK. Kocher Debre Semelaigne
syndrome: regression of pesudohypertrophy of muscles on thyrox-
ine. Arch Dis Child. 2002;86(3):224. PMC1719134.

5. Nandi-Munshi D, Taplin CE. Thyroid-related neurologi-
cal disorders and complications in children. Pediatr Neurol.
2015;52(4):373-382. doi: 10.1016/j.pediatrneurol.2014.12.005.

NH®OPMAILIUSA OB ABTOPAX

6. HWubuenko B.A., Jlebenena A.O., F'opauerko B.B. u n1p. «Macku»
TUIOTHpEeOo3a (ONMcaHue KIMHUYECKOro ciyyvast). // AinbMaHax
KIMHUYECKO Memuumubl. — 2014, — Ne35. — C. 116—120.
[Tlchenko VA, Lebedeva AO, Gordienko BV, Bolotin EV. Masks
of hypothyroidism (a clinical case). Almanac of clinical medicine.
2014;(35):116-120. (in Russ)]

7. Guimaraes ND, Espindula AP, Rocha LP, et al. Kocher-De-
bre-Semelaigne syndrome diagnosed by autopsy associated
with disseminated intravascular coagulation. Ann Diagn Pathol.
2012;16(1):54-58. doi: 10.1016/j.anndiagpath.2010.11.004.

8. Moorthy N, Kumar S, Dabadghao P, Kapoor A. Kocher-Debre-
Semelaigne syndrome with arrhythmogenic right ventricular
cardiomyopathy: A hitherto unrecognized association. Indian
J Endocrinol Metab. 2012;16(6):1032-1034. doi: 10.4103/2230-
8210.103034.

*boeosa Eaena Axcapbexosna, K.M.H., CTAapLINil HAyYHbII COTPYIHUK OTAEIEHNUsI TUPEOUA0JIOTUH, PENTPOLYKTUBHOTO U COMaTUUECKOIO pa3Bu-
Tus [Elena A. Bogova, MD, PhD]; ORCID: http://orcid.org/0000-0001-7445-4871; eLibrary SPIN: 2273-4237; e-mail: eabogova@gmail.com.
Illupsiesa Tamovsna FOpvesna, K. M.H., 3aB. OTACJEHUEM TUPEOUIOJOTUH, PETTPOIYKTUBHOTO U cOMaThdyeckoro pa3sutus [Tatyana Yu. Shiryaeva,
MD, PhD]; e-mail: tasha-home@list.ru; ORCID: http://orcid.org/0000-0002-2604-1703; eLibrary SPIN: 1322-0042.

NHOOPMALIMS
Pykonuch noayyena: 17.03.2017. OnobpeHa K nyosnukanuu: 25.03.2017.

KAK HIUTUPOBATD:
Borogra E.A., lllupsiesa T.1O. INceBnoruneprpodrueckass MMONaTusi npy rurnotupeose y pedbeHka (cunapom Koxepa—/ledbpe—CemuibeHa) //
Ipo6remsbt aHgokpuHOIOrMU. — 2017. — T. 63. — No2. — C. 121—123. doi: 10.14341/probl2017632121-123

TO CITE THIS ARTICLE:
Bogova EA, Shiryaeva TU. Pseudohypertrophic myopathy in a child with hypothyroidism (Kocher—Debre—Semelaigne syndrome). Problems of
Endocrinology. 2017;63(2):121-123. doi: 10.14341/probl2017632121-123

PROBLEMS of ENDOCRINOLOGY 2017;63(2):121-123 123



