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O6ocHoBanue. ceBaormnonapatupeos (M) — rpynna peakux 3ab0AeBaHUi, CBI3aHHAs C PE3UCTEHTHOCTbIO K MapaTropMOHy
(ITT). M1 XapakTepr3yeTcs FeHeTUYECKOM reTePOreHHOCTbIO M KAMHUYECKMM NOAMMOPGhU3MOM. MOMUMO CUHAPOMA MMMNOKaAb-
unemmnn Ha pore pesncteHTHOCTH K [MTI, aas M1 xapakTepHbl 0COBEHHOCTHU (heHOTHNA U PE3UCTEHTHOCTbL K APYTMM FOPMOHaM
(TTI, AT, ©CT, TP-PT), 06beAMHEHHbIE B MOHATUE HACAEACTBEHHOW OcTeoancTpodum Oabpaiita (HOO). B poccuickon autepaTy-
pe A0 HACTOSILIEro BPEMEHM aHaAM3a BOAbLIMX KOropT nauneHTtos ¢ [T He NpoBOAMAOCS.

Lleab — aHaan3 60AbLIOK KOFrOPTbl NaumneHToB ¢ M1 ¢ ueAbio OLeHKM KAMHUYeCcKnx ocobeHHocTen Tedenns M1,

Martepumar n metoasl. [MpoaHarnsnMpoBaHa rpynna u3 32 naumMeHToB C pa3sAnyHbIMK BapuaHTamu Tedenmst [T1, o6caearoBaHHbIX
B OI'BY «IHAOKPUHOAOIMHECKMIA HAayUYHbIF LeHTP» B nepuoa ¢ 2014 no 2016 .

Pe3yabtarsl. Y 16 (50%) AeTell, MOMMMO FOPMOHAABHOM PE3UCTEHTHOCTH, ObIAM BbISIBAEHBI MPHU3HaKK (DEHOTMMA OCTEOAUCTPODUM
Onbpaitta (1 naumeHT ¢ oaHMM npusHakom HOO (6paxuaakTiams) u 15 ¢ aBymsi u 6oaee npusHakamn HOO). MOMUMO pe3ncTeHT-
HocT K ITT, y 22 (68,75%) naumMeHToB 0TMeYanach Pe3UCTEHTHOCTb K TTT, y OAHOM NaumMeHTKM pesucTeHTHocTb K MTI coveTanach ¢
pe3ucteHTHOCTbIO K TTT 1 AT/DCT. Y 4 NauMeHTOB rMNOTUMPEO3 NPEALLIECTBOBAA Pa3BUTHIO Pe3UCTEHTHOCTU K ITT. Y 8 aeTeit noBoAOM
AN ODpaLLEeHKs K Bpady BbIAO OXKMPEHME, U3 HUX Y 5 NP NepBUYHOM OBCAeAOBaHMM Dbl BbIIBAEHA TMMOKAAbLIMEMMS; Y 3 M3HAYAABHO
OTMEYAACS NOBbILWEHHbIN YpoBeHb [T Npr HOPMAALHOM COAEPXKAHMM KaAbLMS, Y 2 MO3AHEe pa3BMAACh rMnokaAbUmemmst. Hanbonee
4aCTbiM BaPMAHTOM MaHUMEeCTaLnK GbIAK NPOSIBAEHUS TUMOKAAbLIMEMIM (CYAOPOXKHBIA CUHAPOM, CUHKOMAAbHbIE COCTOSIHUS), OTMEYaB-
wuecs y 23 (72%) aeteit. Y 13 naumeHToB GbiA M3HAHAALHO OWMOOUYHO YCTAHOBAEH AUArHO3 «3MUAEMNCHM», MO MOBOAY KOTOPOTO AETH
HabAIOAAAMCb HEBPOAOTOM OT 2 MEC AO 7 AET, MPEXAE Yem ObiAa BbIIBACHA MMMOKAAbLMEMMS.

3akatoyenue. N1 — peakoe HacAeACTBEHHOe 3aboAeBaHMe, CBS3aHHOe C pe3ncTeHTHocCTbIo K MTT, koTopoe nomumo M1 xapak-
TepU3yeTCs pa3HooOpasmnem APYrmx KAMHUMYECKMX MPosiBAeHUA. OXMpeHne 1 rmnoTMpeo3 MoryT ObiTb NePBbIMU MPOSIBAGHUSIMU
3ab0AeBaHMS, MPEALIECTBYS Pa3BUTUIO MTMNOKaAbLMEMMM. VI3mMepeHne KOHLEHTPALIMM KaAbLMS B KPOBM BaKHO MPOBOAMUTL BCEM Ae-
TSIM C CYAOPOXHBIM CUHAPOMOM C LIEABIO CBOEBPEMEHHOM AMArHOCTUKM MMMOKaAbLIMEMUU M M3DEXaHUS AMArHOCTMYECKMX OWMOOK.

KaloueBble croBa: CyAOpO)KHbIﬁ CUHAPOM, THUIMOKaAbLUMEMMS, TICEBAOrUronaparmpeos, HaCAeACTBEeHHas OCTeOAMCTpO(pMH On-

bpaiita.
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Background. Pseudohypoparathyroidism (PHP) is a heterogeneous group of disorders associated with tissue insensitivity to
parathyroid hormone. PHP is characterized by genetic heterogeneity and variable phenotype. In addition to the hypocalcemic
syndrome and resistance to parathyroid hormone, PHP is also characterized by phenotypic features and resistance to other
hormones (TSH, LH, FSH, and GHRH), which are known as Albright Hereditary Osteodystrophy (AHO). Until recently, no analysis
of large cohorts of patients with PHP has been performed in Russian literature.

Objective — to examine a large cohort of patients with PHP and assess the clinical features of PHP.

Material and methods. A group consisting of 32 patients with different variants of course of the disease who had been examined
at the Endocrinology Research Center in 2014—2016 was analyzed.

Results. Features of AHO phenotype in addition to hormonal resistance were identified in 16 (50%) patients; one of them had
one feature (brachydactyly) and 15 patients had two and more features of AHO. Besides insensitivity to PTH, TSH resistance
was found in 22 (68.75%) patients and one patient had resistance to PTH, TSH and LH/FSH. Hypothyroidism manifested before
hypocalcaemia in 4 patients. Obesity was the first complaint in 8 patients; 5 of them had subclinical hypocalcaemia and the
remaining 3 patients had an elevated PTH level with the normal level of calcium at the time of first examination. The most typical
clinical signs of hypocalcaemia in 23 (72%) patients were seizures. Thirteen of them were misdiagnosed with epilepsy and had
been followed by a neurologist for a period ranging between 2 months and 7 years before hypocalcaemia was revealed.
Conclusions. Pseudohypoparathyroidism is a rare genetic disorder associated with resistance to parathyroid hormone, which can
have a lot of other clinical features in addition to the symptoms of PTH resistance. Obesity or hypothyroidism can be the earliest
manifestation of PHP preceding hypocalcaemia. Evaluation of serum calcium level is important for all pediatric patients with
seizures to timely diagnose hypocalcaemia and avoid misdiagnosing.

Keywords: pseudohypoparathyroidism, albright Hereditary Osteodystrophy (AHO), hypocalcaemia, seizures.

IIcesnorunonapatupeo3 (ITI'TT) — peakoe reTepo-
reHHoe 3a00JIeBaHue, XapaKTepU3YIOLIEeCsl MyJIbTUIOP-
MOHAJIbHOM PEe3UCTEHTHOCTBIO M OCOOEHHOCTIMU (pe-
HOTHUIIA, OObEAMHEHHBIMU B IIOHITUE HAC/IeACTBEHHAs
octeonuctpodus Ondpaiira.

IIT'TI — nmepBoe 3aboneBaHue, HAa IpUMeEpPe KOTOPO-
ro OBLJIO ONMCAHO SIBJICHME TOPMOHAJIBbHOI pPEe3UCTEHT-
HocTtu [1]. B ocHOBe 3aboieBaHUs NEXKUT PE3UCTEHT-
HOCTb TepudepuuecKrx TKaHel K AeliCTBUIO TOPMOHOB
(B mepBylo ouepennb K nmapatropmony — I1TT), o6ycioB-
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JIEHHasl HapyIIeHUSIMU ITOCTPEIIeNTOPHBIX MEXaHU3MOB
nepegayu CUrHazia.

G-6e10K, acCOLIMMPOBAHHBIN CO CTUMYJIMPYIOIIEH
anbda-cyobenunuiein (Gas), ydacTByeT B Mepeaadye
curHajga ot MHoxectBa ropmoHos — IITI, TTT, JIT,
DCT', comatonmnbeprna u ap. Gas — MepBBIil OCpe-
HUK IpU Mepenaye CUurHajga oT MOBEPXHOCTHBIX peler-
TOPOB TOPMOHOB K SApy KJIeTKU. CoelMHEHUEe JUTraHia
C pelienTopoM BeleT K akTuBauuu Gas, 4To obecreun-
BaeT obpaszoBanne TAM® u u3MeHeHHe 3KCIIPECCHU
TOPMOHUYYBCTBUTENIbHBIX TeHOB [2]. Gas Koaupyetcs
KOMILJIEKCHBIM TeHOM GNAS. HaKkTUBUpYIOIIe MyTa-
LIMU B 9TOM I'eHe BeIyT K IoTepe akTuBHOCTU Gas v pa3-
BUTHIO 3a00JICBaHMSI.

Kiumnunueckast kKapTuHa 3a00jieBaHUSI BapbUpYET B
3aBUCHMOCTH OT MEXaHM3MOB HAcCJIeJIOBaHUSI MHAKTH-
BUpYIOIIe MyTaumu. Eciiu MyTanus yHacjienoBaHa OT
MaTepu I BO3HUKIIA de novo Ha MaTepUHCKOM aJljiele,
To pa3uBaetcs [1I'TI Ia, Bkitoyaomuii MyJasTUTOPMO-
HAJIbHYIO PE3UCTEHTHOCTh (HEUYBCTBUTEIBHOCTb K
IITT, TTT, comaronu6epuny, JIT', ®CI') u peHoTHmm-
YecKnue OCOOEHHOCTHM HACJIeACTBEHHOM OCTEOMUCTPO-
¢uu Onobpaiita (HOO), Brioyalolye oxxupeHue, opa-
XUAAKTWINIO, YKOpOUeHue MajblieB 3a cuet 1V, V msct-
HBIX M TUTIOCHEBBIX KOCTEi, OKPYIJIOE JIMII0, KOPOTKYIO
1Iel0, TMOIKOXHbIE KaabLUM(MUKAThl, HU3KOPOCIOCTD,
YMCTBEHHYIO OTCTa0CTh [3].

ITomumo IIT'TI Ia, onucaH KJIMHUYECKU UIEHTUY-
HBII eMy Apyroil Tun ncepaorunomnapatupeosa — ITTI
Ic (PHP1C; OMIM #612462). I1pu IIT'TI Ia Gas Boo6-
IIe He crocoOHa akTuBrupoBaTh TAM®, a mipu I1T'TT Ic
Gas MoxeT akTuBupoBaTh HAM® pelienTopHe3aBUCH-
MBIM IIyTeM, HO He CIIOCOOHA pearMpoBaTh Ha aKTHBa-
1uIo peuenTtopa [4].

MHakTrBUpYyIOIMe MyTalldd Ha OTLIOBCKOM aliesie
BeayT K pa3Butvio HOO 6e3 npr3HaKoB FOpMOHAILHOM pe-
3UCTEHTHOCTU — riceBnorncepnorunonapatupeos (ITITITT)
(PPHP; OMIM #612463) 1160 K popMUPOBAHUIO ITPO-
IPECCUBHOI KOCTHOI TeTepoIlIa3uM, XapaKTepU3ylo-
meiicss popMUpPOBaHUEM IIyOOKMX PacIpOCTPaHEHHBIX
KanbuudukatoB aepmbl, Mbiml u ¢dacumii (POH,
OMIM #166350).

I'en GNAS HaxonuTcs MO BO3AEWCTBUEM SIUTEHE-
TUYECKUX (PAKTOPOB, PEryJIUPYIONIUX €ro 9KCIPECCUIO.
ITostomy HapyiieHue odOpaszoBaHust Gas MOXKET CIy-
YUTHCS HE TOJIBKO MPU MYTALMSIX B CAMOM TeHe, HO U
MpuY HapylleHUU paboThl 3TUX (pakTopoB. B Takux ciy-
yasx MOJIEKYISIPHO-TEeHETMYECKOe HCCIeIoBaHue He
BBISIBJISIET MyTaLMii B reHe GNAS, a KIMHUYECKU MMe-
ercs pe3ucteHTHOCTh K IITT u TTT 6e3 kKakux-1u6o
(eHOTUMNUYECKUX 0COOEHHOCTe. DTy opmy 3aboJe-
BaHus HazbiBatoT I1ITI Ib.

ITomumo IIT'TI I Tumna ¢ ero Tpemst pa3HOBUIHOCTSI-
mu Boiaesior Takke TITTI IT Tuna (OMIM #203330),
KOIJa pe3uMCTEeHTHOCTh K TOpMOHaM OOYCJIOBJIEHA He
nHakTuBanueir Gas, a HapylleHHeM JApPYIMX 3BEHbEB
MeXaHM3Ma ITOCTPeLIeNTOPHON nepenaun curHana. [pu
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aTol (hopMme HeT MyTaluit B reHe GNAS, 3anono3puTh
3a00JIeBaHME MOXKHO IT10 pe3y/ibTaTaM TecTa DJICBOpTa—
I'oBapna.

Takum ob6pazom, knaccudpukauus IT'TI ocHoBaHa
Ha HecKoJbKuX Kputepusx: Haamuue HOO oriauyaer
III'TI Ia/Ic ot III'TI Ib; Hanuuyre TOpMOHAIBHON pe3u-
creHTHOCcTU oTiimyaet I1TTI ot IITIT'TI; pe3yabrarsl Uc-
cienoBaHusl akTUBHOCTU (Gas B 3pUTPOLIUTAX in Vitro
otinnyatoT IIT'TI Ia ot III'TI Ic u, HakoHel, TecT DJic-
Bopta—I'oBapaa ornuyaet IIT'TI 1-ro Tunma ot IT'TI 2-ro
(Ta0a. 1).

HanHast kinaccudukaiys He y9UThIBaeT HEKOTOPBIX
MOJIEKYISIpHO-TeHeThueckux ocooeHHocteit I1I'TI, 06-
HapyXeHHbIX B nociennue 10 jser. CTporoit reHOTUII-
¢enorunuueckoit koppensuuu III'TI He cyliecTByer:
IITTI Ia MoxeT ObITH OOYCJIOBIEH KaK MHAKTUBUPYIO-
UMY MyTallusIMU B reHe GNAS, Tak U aNUreHeTuye-
ckumu nepexkramu. Kpome Toro, onucan cayvaii ITITITI
(ManbuuK ¢ (peHOTUNMUYecKUMU TTpu3Hakamu HOO 6e3
TOPMOHAJILHOM PE3UCTEHTHOCTH ), KOTIa MyTalus ObuIa
yHacJieZioBaHa He OT OTIa, KaK MOXHO ObLJI0 OKUAATh, a
ot matepu [5]. [lpuBeneHHas Kiaccudukaluys He yuu-
THIBAeT U HAJIWYUST KIMHUYECKU CXOMTHBIX COCTOSTHUIA
(TakMX, KaK aKpOIU30CTO3, 00yCIOBICHHbII MHAKTUBA-
LIMeil MPOTEeMHKUHA3bI A, TIPOTPECCUBHYIO OCTEOHIHYIO
reTepoIlia3uio, OOYCIIOBICHHYIO TakXkKe MYyTallusMU B
reHe GNAS). JInsi MOCTaHOBKM JuUarHosa TpeOyeTcs
MpoBeNeHNe CIeludUIecKux TecToB. EBporeiickoi
paboueii rpynroii mo ucciaenosanuio INI'TI pazpabathi-
BaeTcsI HOBasI Klaccudukalys, BKIIoJaolias Bce 3a00-
JIeBaHUsI, OOYCJIOBJICHHbIE HAapYIIEHUEM CHTHAJIbHOIO
mytu IITT [6]. PasHooGpa3ne KIMHUYECKNX (DOpM U
ogHoBpeMeHHO penkast BctpeyaeMocThb III'TI ompene-
JISIIOT TPYAHOCTH €ro TMarHOCTUKM U JiedeHus. Onuca-
HUE W aHaIU3 KIMHUYECKHUX CIIydaeB MOTYT OBIThH I10-
JIe3Hbl KakK IS MPaKTUKU Bpauyeil-3HIOKPUHOJIOIOB,
TaK 1 111 (pyHAaMEeHTaJIbHOM HayKM, TOCKOJIBKY TAKUM
00pa3oM HaKaIIMBaeTCs MUPOBOIM OIBIT B M3YyYEHUU
9TOT0 PEIKOro HacAeACTBEHHOTO 3a00JIeBaHUSI.

Lenb — uccinenoBaHue MPOBEACHO C 1IEJIbIO OLICHKHU
BapuaHTOB MaHudectauuu u teyeHus: III'TI, acbdek-
TUBHOCTHM IWAarHOCTMKM M JIEYEHUS] KOMIIOHEHTOB 00-
JIE3HU, BBISBJIICHUST paCIIPOCTPAaHEHHOCTH OCIOXKHEHU I
3TOTO PEIKOTO MYJIbTUKOMIIOHEHTHOTO 3a00JIeBaHMSI.

Martepuan u meroasbi

IIpoBemeHO OMHOMOMEHTHOE OIMCATEIbHOE HCCIIe-
IIOBaHWE, BKIIIOYAIOIIce aHaJW3 BapHaHTOB MaHU(pe-
CTallNU, CITEKTpa KIMHUIECKIX IIPOSBICHMI, TTIOIXOI0B
K Tepanuu, ociaoxHeHui y mauueHToB ¢ [1I'TI. I1epBrrit
STan BKIIIOYaJ cOOp MaHHBIX aHaAMHe3a 0OJIE3HU U ce-
MEITHOTro aHaMHe3a, 00CJIeIOBaHNE TTAIIMEHTOB C IEJIBIO
BBISIBJICHUST (DeHOTUIMMYecKuX Ipu3HakoB HOO u
MYJIBTUTOPMOHAJIBHOM pe3UCTEeHTHOCTH, CKPMHUHT OC-
JIOKHEeHU. BTOpoii aTam 3aKimoyajcs B aHaIU3¢e IOy~
YeHHBIX JaHHBIX. Ha 3ToM sTame mpoaHaIn3upoBaHbI
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Tabanua 1. Kputepun Texymei kaaccucpukaumu MM

DOI: http://dx.doi.org/10.14341/probl2017633148-161

Hanwnuue nnm orcyrcteue HOO

I1T'TI Ia/Ic (ectb dheHoTMTIMYECKKE Tipu3Haku HOO)

III'TT Ib (Het nosienenuit HOO)

Hanuuue uam oTCTCTBYE TOPMOHAIBLHOM pe-
3UCTEHTHOCTHU

CTETHOCTH)
AxtuBHOCTB Gas in vitro (Uccien0oBaHUE dpU-
TPOIIMTOB KPOBHU)
In vivo oTBeT Ha BBefieHUe 3K3oreHHoro ITTT

TIT'TI (ectb pe3ucteHTHOCTh K TITT M 1pyrM ropMoHaMm)
TITTP (ectb Tosbko niposiBieHuss HOO 6e3 1a60paTopHbIX MPU3HAKOB FTOPMOHAIbHOM pe3u-

II'TI Ia (cHM>XeHHast aKTUBHOCTD, HET TOBbILIeHUSI TAM D)
II'TI Ic (akTuBHOCTHL Gas He HapylleHa)

ITTTII (HeT oXkKaaeMoro MOBBIIIEHUsT IKCKpeuu hochopa 1 TAMD)

IIIT 11 (Het noBbieHUs hocdaTypru, HO €CThb aZIeKBaTHOE MOBBILIEHUE SKCKPELIMU

HAM®)

IIpumeuanue. [JlanHasi knaccuduKalsi OCHOBaHa Ha KJIMHUKO-JIAOOPATOPHBIX JaHHBIX M HE YYUTBHIBAET APYrue 3a00JeBaHMs, CBSI3aHHbIE C PE3UCTEHTHOCTBIO K
ITT (akpoxu3ocTo3, mporpeccupylomiast KoctHas rereporuiasusi, I1TI-penentopess3aHHble 3a001€BaHuUs), BOZMOXKHOCTb IeHO-(HEHOTUITNYECKOI KOPPEISLIN

paziauyHbix THnos [ITI.

rnokaszareau (pU3UYEeCKOro pa3BUTUSI NIPU POXICHUU Y
nauueHToB ¢ I[1I'TI Ia u TIT'TI Ib, npoBeneHa ouieHKa e-
HOTUITMYECKMX 0COOeHHOCTE! pa3nuyHbix TUunoB I1T'TI,
ornpefesieHbl BapuaHThl MaHUGecTaluy 3a001eBaHU,
OlLIEHEHa YacTOTa BCTPEYaEMOCTU OTAEJbHBIX KOMIIO-
HEHTOB, pa3paboTaHbl AITOPUTMbI OOCJIETIOBAHUS U Jie-
YEHMUSI.

KpurtepusMu BKITIOUeHUS MAlMEHTOB B UCCIIENOBa-
HUE CUYUTAJIMCh HIDKETPUBEACHHBIE COUCTaHUS KIIMHU-
KO-JIabOpaTOPHBIX HAPYILIEHUA.

1) KonueHtpanus I[1TT B KpoBu Bblle pechepeHCHBIX
3HAYEHUI1 B COYETAHUM C TUTTOKATIbIIMEMUEN 1 runepdoc-
aremueil (MOHU3UPOBAHHBINA KaJIbIUIA CHIBOPOTKU
<1,03 mmozb/11, pochop cHIBOpOTKH > 1,78 MMOJTB/JT TIpU
IITT ceiBOpOTKHM >65 mT/MIT).

2) Konuenrpanus IITI B kpoBu Bbllie pedhepeHc-
HoIx 3Ha9eHU (ITTT ceiBopoTKM >65 TIT/MIT) TIpH HOP-
MaJIbHOM COJAEpXaHUU Kajbliusg (MOHM3UPOBAHHBIN
Kanpuuit 1,03—1,29 mmons/n) u dochopa (1,45—1,78
MMOJIb/J1) B CHIBOPOTKE B COYETaHUU C (DEHOTUIIOM
HOO u/wmm MynbTUTOPMOHAIBHOM PE3UCTEHTHOCTHIO.
IMTpuznakamu deHotuna HOO sBAsIIOCh BBHISIBICHUE
onHoro 6osbIioro kputepuss HOO nu6o coyetanue on-
HOTO OOJIBIIOTO KPUTEPHUS C MajibIM, JUOO JABa MajbIX
kputepus. bonpime kpurepurn HOO: OGpaxunakTuavs
tuna E, monkoxHeie KanbliMduKkaTel. Majble KpuTe-
pun HOO: oxupenue (SDS mHIeKC Macchl Tela —
HUMT 22), okpyrioe auuo, HU3Kopocsiocth (SDS po-
cra: <2), yMCTBEHHas OTCTaJIOCTb. MyJIbTUTOPMOHAJIb-
Hasl Pe3UCTEHTHOCTb YCTaHABJIMBAJaCh MPU HATUYUU
JIabOPaTOPHBIX MPU3HAKOB HEUYBCTBUTEIBHOCTH K IPY-
rum ropmoHaM, nomumo IITT, nmeiticTByloimum yepes
Gas, — k TTT, I'P-PI", JIT/®CT.

KputepusiMu UCKIIOUEHUS SBISITUCH: XpOHUYECKast
royeyHasi HeJOCTaTOYHOCTb M HEIOCTaTOYHOCTh BUTA-
MmuHa D, nipu KoTopoii tJabopaTopHbie npu3Haku [1I'TI
KyMUPOBAJIMCh TPUEMOM MpernapaToB XoJie- W 3Pro-
Kanbuudeposna. HemoctarouHocts BUTaMuHa D onpene-
Jisiack Tipy KoHueHTpauuu 25-OH-sutamubna D B chi-
BopoTtke <20 Hr/mi1, a neuut — npu <12 Hr/miL.

HccnenoBanue BbITONTHEHO Ha 0a3e MHcTuTyTa
neTckoi aHpokpuHosioruu PI'BY «BHmokpuHoOIOTH-

YeCKHUM HaydyHbIN LIeHTp». MccaeqoBaHue MpoBeIeHO B
nepuon ¢ 2014 mo 2016 1.

7151 ToATBepXKIeHWST TMarHo3a, CKPUHUHTA KOM-
TIOHEHTOB 3a00JIEBaHUST Y BBISIBJICHUSI BO3MOXKHBIX OC-
JIOKHEHUU MCITOJb30BAINCH CIEAYIOIINE METOIbI: OC-
MOTp, OLIEHKAa Macca-poCTOBBIX IMOKa3aTeeil MpU POXK-
JIEHUU U B IMHAMUKE C PACU€TOM CTAaHIAPTHOIO OTKJIO-
HEHUs TIpU TOMOIIM TNPWIOXeHusT Auxology, BeHe-
MYHKUMS ¢ 3a00poM 00pa3oB rnepudepudeckoil KpoBU
IUIST ICCJIEIOBAHUS TOPMOHAIBHBIX U OMOXUMMYECKUX
Moka3aTejell ChIBOPOTKM, PEHTTeHOrpamMMa KHCTel
pykK, MCKT royioBbl 1 y4aCTKOB Teja ¢ KaiblubuKaTa-
MU 0e3 KOHTpacTHoro ycuiaeHus, Y3U 1muTOBUIHOMI
JXeJie3bl, OlIEHKa OCTPOThI 3pEHMS, TPO3PAYHOCTU OIl-
TUYECKMX Cpe/l I1a3a, COCTOSIHUS M1a3HOTO JHA.

OlieHUBAIUCh AHTPONOMETPUYECKUE NaHHbIE Je-
Tell pU POXIAEHUU, B IIPOIIECCe POCTa KU HA MOMEHT 00-
cienoBaHusl, Hammure npusHakoB HOO (OpaxupakTu-
s Tina E, moakoxHble KaablU(bUKAThI, OXUPEeHUE
(SDS umt: >2), okpyrioe Juio, HU3Kopocjaoctsb (SDS
pocrta: <2), yMCTBEHHasl OTCTaJ0CTb, BApUAHThI MYJIb-
TUTOPMOHAJILHOM PE3UCTEHTHOCTH, CIIEKTP M JacToTa
BCTPEYAEMOCTHU OCJIOKHEHUA.

IMauuenTs! 6bUTH pasaeneHsl Ha rpymmsl [T Ta u
IITTI Ib Ha ocHOBaHMY HATUYUS WU OTCYTCTBUS MPO-
sieyieHuit HOO ¢ 1enblo cpaBHeHUST aHTPOTIIOMeTpUuYe-
CKMX MOKa3aTeell mpu poXIeHUH.

OO0cenoBaHre BKJIIOYAJIO OINPOC C YTOYHEHHEM
aHaMHe3a 3a0oJieBaHMSI (KaKOBbI ObUIM TTepBbIe MPOSIB-
JieHus1 3a00JieBaHUsI, YTO 3aCTaBUJIO BIIEpBbIE OOpa-
TUTBCA K Bpady, OTMEYaJIMCh 1 ¢ KAaKOTO BO3pacTa 1u-
30/IbI TOHWYECKUX CYIOPOT, XajJoObl Ha 0OJIb B MBIIII-
11ax, HapylIeHWe CO3HaHMSs, JapUHIOCIIa3Mbl B OTCYT-
CTBUE WHTEPKYPPEHTHBIX 3a00JieBaHUI); aHaMHe3a
KW3HU (TaHHBIE POCTa W MAacChl TeJla TPU POXICHUU,
0COOEHHOCTU MICUXOMOTOPHOTO Pa3BUTHUS, COLIMATbHAS
ajanTalusi, yCIieBaeMOCTb B IIIKOJIE) M CEMEWHOro
aHaMHe3a (HaJluyKhe B CEMbE POICTBEHHUKOB C Opaxu-
JMaKTUIUE, HU3KOPOCIOCThIO, 3MTU30AaMU TOHUYECKUX
CyI0pOr, SMWIEeNCUel, pe3UCTEHTHOM K Tepanuu aHTH-
KOHBYyJbcaHTamMu). PocT u mMacca Tejqa Ha MOMEHT 00-
CJIEIOBaHUSI M3MEPSIMCh C TMOMOIIBIO 3JIEKTPOHHBIX
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Tab6anua 2. ®eHoTunsl naumentos c M1

ORIGINAL STUDY

KomrioHeHThI 3a00/1eBaHUs

PesucrentHocTb K ITTT

PesuctentHocTh K [1TT + GpaxumakTiims
PesucrentHocTb K [TTT + oxupeHue + Kpyrjioe JULIO
PesucrentHocTh K [ITT u k TTT

PesucrentHocTb K I[ITI 1 K TTT + nmoakoxxHbIe KaJIbIIMHATBI + OXUPEHUE + OKPYTJIoe JIULIO
PesuctenTHocTh K I[1TT 1 k TTT + OpaxuaakTuiaus + yMCTBEHHasl OTCTaIOCTb

PesucrentHocTh K [1TT 1 k TTT + OpaxunakTuiaus + yMCTBEHHasT OTCTAIOCTh + MOAKOXKHBIC KaJIbLIMHATHI
PesucrenTHocTh K I[1TT 1 k TTT + OpaxugakTuiaus + oXXupeHue + Kpyrjioe Juio

—_ =N = N — | Z

PesucrentHocTb K I[1TT + K TTI + Gpaxunaktuivs + oXupeHue + Kpyriioe JUIO + yMCTBEHHAas! OTCTaJOCTb + Pe3MCTEHTHOCTh K

JIT/®CT

PesuctentHocth K [ITT 1 k TTT + OpaxupakTuins + HU3KOPOCIOCTh

PesuctentHoCTb K [TTT 1 Kk TTT + OpaxuaakTuiaus + MOAKOXKHbIE KaJbLIMHAThI

PesuctentHocTh K [1TT 1 k TTT + GpaxumakTiius + MOAKOXHBIE KATbIIMHATHI + OXUpPEeHUE
PesuctentHocTb K [TTT 1 k TTT + 6GpaxunakTiius + MOAKOXHBIE KaJIbIIMHATEI + OXUPEHKUE + KPYTJIoe JIULO

S NG Y S

PesucrentHocTb K [1TT 1 k TTT + OpaxuaakTuiaus + MOAKOXHBIE KaJIbLIMHATHI + YMCTBEHHAs! OTCTAJIOCTh + OXUpPEeHHe + Kpy-

TJI0€ JIMLIO

PesuctentHocTh K [TTT 1 k TTT + OpaxupakTiins + MoaKoXHbIE KaJbLMHATHI + HU3KOPOCIOCTb 1

PesuctenTHOCTb K ITTT 1 K TTT + 6GpaxuaakTuiaust + NOAKOXHbIE KAJIbLIMHATBI + HU3KOPOCJIOCTh + YMCTBEHHAsI OTCTAJIOCTh 3

pocToMepa M BECOB COOTBETCTBEHHO. PacueT ctanmapTt-
HOTO OTKJIOHEHHUSI OT HOPMBI POCTa M MACCHI TeJia IIPo-
BOJIMJICSI TIPY IIOMOILIM MpUJtoxkeHust Auxology. Oxupe-
HUe nuarHoctuposajoch nmpu SDS UMT 6onee 2, Hu3-
KopociocTh Tipu SDS pocra MeHee 2. YMCTBeHHas OT-
CTaJIOCTh YCTaHABIMBAJIACH 10 pe3yIbTaTaM KOHCYJIbTa-
LIMY TICUXOJIOTa WU Ticuxuarpa. I1ogKoXHbIe KalbIl-
¢uUKaTel  ONpeneSIMCh IIpU  TAJAbIalluM, TIpHU
COMHEHMSIX B FeHe3¢ MOAKOXKHBIX 00pa30BaHU IPOBO-
nunach peHtreHorpadus u/unmu MCKT gacreit Tena c
NaabIIUpyeMbIMU obpa3oBaHussMu. [lpusHakamu Gpa-
XUTAKTWINHU SBJISIUCh YKOPOUCHHBIE ITSICTHBIC KOCTHU
3aIISICThS, TTIOCHEBBIE KOCTHU CTOIIBI, BBISIBISIEMBIC TIPU
OCMOTpE M MMOATBEPKIaeMble TP PeHTIeHOTpadru Kr-
CTeili pyK M CToIl. MeToabl JydeBOi JMAarHOCTUKU
(peHTreHorpadusi, MyJIbTUCHUpPAIbHAS KOMIIbIOTEp-
Has ToMorpadus) OCYIIEeCTBISJIMCh Ha 0a3e oTmene-
Hus tydeBoii nuarHoctTuku OI'BY «DHmpokpuHoIOrn-
YyeCKMU Hay4dHbI# LIeHTp». JJabopaTopHbIe Mccen0Ba-
HUSI CBIBOPOTKYU TIPOBOIMJIMCH Ha 0a3e Jiabopatopuu
ouoxumuueckoro aHanuza ®I'BY «DHmoKpuHOIOrU-
YeCKWil HaydHBIN LIeHTp». [opMOHaNbHBIE U OMOXM-
MUYECKHE MMOKa3aTeIM ChIBOPOTKH aHAIU3MPOBAINCH
B COOTBETCTBUM C HOPMAaTUBHBIMU 3HAYCHUSIMU, OTIPE-
IeJIeHHBIMU JJIST KaXI0To Bo3pacTa. Pe3ucTeHTHOCTD K
IITI ycranaBiauBanaach Ha OCHOBAaHUM COUYETaHUS I10O-
BbllIeHHOW KoHUeHTpauuu [1TI ¢ runoxkanelimeMuein
u runepdocdareMueit (KOHIIEHTPALUSI MIOHU3UPOBaH-
HOTo KaJbLus B cbiBopoTKe <1,03 MMoJIb/11, hochopa
>1,78 mmounb/n, IITT >65 nr/mi) npu UCKIIOYEHHOM
XPOHUYECKOM IMOYEeYHON HeTOCTATOYHOCTU U Ne (UL~
Ta BUTamMuHa D (cM. Kputepuu uckiaoueHus). Pe3u-
cteHTHOCTh K TTI': moBbliieHHOe coaepxanue TTT,
HopManbHbINM TUTp aHTUTEN K TITIO n TT', orcyTcTBUE
9XOIPU3HAKOB U3MEHEHU I IIUTOBUIHOM XEJE3bl, HA-

OJIIogaeMbIX MPU ayTOMUMMYHHOM Tupeouaute. Pesu-
creHTHOCTh K JI['/®CI': 0TCYyTCTBHME BTOPUYHBIX I10JIO-
BBIX IIPU3HAKOB y IeBOUYEK Mmocie 13 JieT, y MaJbuuKoB
rociie 14 net, moBbleHHbI ypoBeHb JII' 1 @CI npu
HU3KOM COAEPXKaHUU ICTPaanoja B KPOBH Y IeBOYCK
nocie 13 JIeT U TecTocTepoHa y MaIb4yMKOB mocje 14
net. Pe3ucrentHocTh K I'P-PI': Huskopocnocts (SDS
pocta <2) npu SDS koHueHtpauuu UOP-1 <2 u co-
nepxanue CTI <10 Hr/mu Ha doHe TeCcTOB ¢ Kiaode-
JIMHOM U MHCYInHOM. CuHapoM ®Papa BISIBISUICS IIPU
MCKT roJjioBbI TP BHISIBIECHUY KaTbLM(UKATOB TKa-
HU TOJIOBHOTO Mo3ra. OlieHKa Ipo3pavyHOCTH ONTUYe-
CKMX cpell 0(TaJIbMOJIOTOM BBISIBJISLIA HAJIMYKME,/OTCYT-
CTBHUE KaTapaKThl.

[IpoBeneHue Kccien0BaHUS OI0OPEHO JTOKATIbHBIM
stndyeckuM kKomuretoM PI'BY «DHmokpuHoIOrMye-
CKMII Hay4HbIi LieHTp» (TpoTokon JIDK Nel2 ot
22.10.14).

Pasmep BBIOOpPKM MpeaBapUTEIbHO HE PacCUMUTHI-
Basicst. CtaTucTU4ecKasi o0padoTKa TMOJyYeHHBIX JaH-
HBIX TIPOBOIMJIACH C HCIOJIb30BaHMEM IlaKeTa CTaTH-
ctuyeckux nporpamM Statistica 10. g o0o01IeHusT 1
CpaBHEHUSI JaHHBIX, TTOJTYYCHHBIX B paMKax BbIOOPOY-
HOTO MCCJIeIOBaHUSI, UCIIOJb30BAINCh METOIbI OMKMCa-
TEeJIbHOI M HemapameTpuyeckoin ctatucTuku. [lokaza-
TeJI ¢ HOPMaJIbHBIM pacIpeaeieHUeM YKa3bIBAIUCH C
UCIIONIb30BaHUEM cpeaHero 3HadyeHus *+ SD. IIpu ot-
CYTCTBUM HOPMAJbHOTO pacIpeiesieHUs] Pe3yJIbTaThl
MPEACTABISINCh B BUIE MEphl LIEHTPaJbHON TeHICH-
mun Me (Q25; Q75). Paznuuus Mexmy He3aBUCUMBIMU
IPYyIIIaMH 110 KOJIMYECTBEHHBIM ITPHU3HAaKaM OIICHHMBA-
JIMCh ¢ ToMolblo U-Kputeprusi MaHHa—YUTHU, cTaTU-
CTUYECKHU TOCTOBEPHBIMU CUMUTAIU PA3TUYMS IIPU 3HA-
JeHUU Ko3Gh(@UIIMEeHTa CTaTUCTUYSCKON 3HAYUMOCTH
p<0,05.
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Puc. 3. Konuentpauus chocchopa B CbIBOPOTKE KPOBM (MMOAB/A) HA MOMEHT AMATHOCTUKM FMMOKaAbLIMEMUN.

Pe3yAbTarnl

B Wuctutyte nerckoit sHmokpuHojgornu PI'BY
«DHIOKPUHOJIOTUYECKHAI HAYIHBIN IIEHTP» 3a TEePUOL
2014—2016 rr. Habmonanucs 32 manuenta ¢ [T us 31
ceMb (19 manpunkoB u 13 geBouek). MennaHa Bo3pac-
Ta HA MOMEHT MePBUYHOIO OOCJIeIOBaHUS COCTaBIsIIA
12 net (9,25—13,75 roma). OCHOBHBIM KPUTEPUEM LTSI
TMOCTAaHOBKHM AMArHO3a OBLIN JIA0OpaTOPHBIC ITPU3HAKU
III'Tl (moHM3MpPOBaHHBIN KanbLMii ChIBOpOoTKH <1,03
MMOJb/1, ¢ochop >1,78 mmob/a, IITT >65 nr/mi).
Ha puc. 1—3 oTpaxkeHBI pe3yIbTaThl UCCICIOBAHUS T10-
Kaszarejiell Kaiabluii-¢ochopHOro ooOMeHa Ha MOMEHT
MTUATHOCTHKU 3a00JIeBaHUSI.

Bapuanmut manugecmayuu

Cpenu Halux MauydeHToB y 23 aeTeil 3abojeBaHe
MaHMGbECTUPOBAIO KITMHUIECKUMHM TIPOSIBJICHUSIMUA TH-
TMOKAJIbIIMEMUN, HauOOoJlee YaCTBIMU CPeIy KOTOPBIX
OBITM TOHWYECKUE CYITOPOTU KHUCTEM, CTOI, MKPOHOX-
HBIX MBIIIIIL Y 3 TTallMeHTOB BO3HUKAJIW STTU30/IbI JIAPWH-
rocrasma. B 9 ciyyasix oTMevyanvch reHepaJin30BaHHBIC
CY/IOpPOTH, CXOMHBIE C MUIIPUCTYIIOM. Y OIHOTO Tallu-
€HTa KIIMHUYECKUM TTPOSIBIIEHUEM TUTTOKATIbIIUEMUN SIB-
JISTACH 3TM30bI TTIOTepU CO3HaHMST Ha (oHe pusnde-
CKOI1 Harpy3ku, Tpy 3TOM MMEJU MECTO BBIpaKeHHasI
TUITOKAJTIbIIMEMUST (MOHU3UPOBAHHBIA Kambiuid 0,56
MMoJTb/1m) 1 ymmHenne Q7 Ha OKI. Menuana Bo3pacTa
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B03p<'!CT JHArHO CTHEH
THIIOKATBLEMHH

Bospact MarndecTamu
CYIOPOKHOTO CHHIPOMA

Puc. 4. Bo3pact Aebl0Ta CYyAOPOXKHOrO CMHAPOMA M BO3pPacCT AMa-
FHOCTMKM FMMOKaAbLIMEMUN.

IIeOI0Ta TUTIOKATBIIEMITYECKIX CYIOPOT cocTaBmiua 11 jget
(5,25; 13,67 roma); MenMaHa BO3pacTa MOCTAHOBKU AUa-
rHo3a — 11,8 roma (8,87; 13,9 rona) (puc. 4).

BompmmHCTBY meteit (n=13) ¢ CymopOXHBIM CHH-
IPOMOM ITIEpBOHAYAIBHO OBLI YCTAaHOBJICH IMArHO3
SIUJICTICHSI W Ha3HaYeHa INPOTUBOCYIOPOXKHAsI Tepa-
mst. [1pomoisKUTe IbHOCTh IPOTHBOCYIOPOXKHOM Tepa-
IIMU B 3TOU TPYIIIE COCTaBIsLIa oT 2 Mec 10 7 jeT. Ot-
MEHa Tepalui aHTUKOHBYJIbCAHTAMM IIPOBOIMIIACH ITO-
cJie HOpMaIn3alliy KOHIICHTPAIlUN KaJbIIUs B KPOBU
oJ KOHTpoJieM DOT.

Y 8 mammeHTOB ITOBOIOM IUISI OOpaIllcHUS K Bpady
SIBUJIOCH paHHee IPOTPeCcCUpYIoIee OKMNPEHIE, OMUH T1a-
LIMEHT OBIT 00CTICIOBAH B CBSI3M C 3200JICBAHIIEM Y CECTPHL.

Denomun HacaredcmeenHoil 0ocmeooucmpopuu
Onbpaiima

HaubGonee pacnpoctpaHeHHbIM Tipu3HakomM HOO
oka3zanach opaxunakTis (16 (50%) nareHToB), BCTpe-

%

ORIGINAL STUDY

YaBINAsICSI KaK B COYETAHUU TOJIBKO C PE3UCTECHTHOCThIO
K IITT, Tak 1 B KOMOMHAIIMK C APYTUMU KOMITOHEHTa-
mu HOO. BTopbiM 1o yacToTe BCTpeuaeMOCTU MPU3Ha-
koM HOO cpenu Halmx rnaiyueHTOB ObLIU MTOAKOXHbIE
kanbimHathl (10 (31,25%) nauuenrtos). Y 10 mauueH-
TOB TTOJKOXHBIEC KaJIBLIMHATHI COYETATIMCH C Opaxumak-
TUIMen u pe3aucteHTHOoCThIO K TTT 1, 3a uckiItoueHeM
OIHOTO TALIMEHTa, OTMEYAJIUCh NPYrue IPOSIBICHUS
HOO. Oxwupenne ormedeHo y 8 (25%) mamueHTOB.
Cpenu mnalueHTOB C OXMpPEHMEM oOpallaio Ha cebs
BHUMaHNe HaJIM4Ue OKPYIJIoi (DOPMBI JINIIA y 7 Taru-
€HTOB, IIPU 3TOM JBOE HE MMEJN APYTUX XapaKTePHBIX
npu3zHakoB HOO. YMcTBeHHass OTCTaOCTh Pa3IuyHON
cTereHn Habmoxanach y 8 (25%) manuenTtos. SDS po-
cTa nmauueHToB BapbupoBan ot +1,9 no 3,35. Husko-
pociocth (SDS pocrta meHee —2) ormedanach y 5 (16%)
MaleHTOB.

Ha puc. 5 orpaxkeHa pacnpocTpaHEHHOCTb MPU3HA-
koB HOO, B Ta6a. 1 ykazaHbsl GeHOTUITMYECKUE BapH-
AHTHI TTALIMEHTOB.

Topmonanvras peaucmenmuocmo

IMomumo pesucrentHoctu K I1TI, HanbGoee yacto
BcTpevanach pesucteHTHocTh K TTT (22 (69%) nanueH-
Ta), B OAHOM cily4yae (¢ HanboJiee BbipakeHHbIM (DEHOTH -
oM HOO) 6b11a BEIsIBIIeHA pe3ucTeHTHOCT K JIT/DCT.

Pocm u macca meaa npu poycoenuu

IIpu olieHKe Macca-poCTOBBIX MoKa3aTejeil mpu
POXICHUM OTMEUYEHBI 3HAYMMBbIC Pa3IndMs B [IOKa3aTe-
Jsix SDS UMT cpenu maliMeHTOB ¢ KJIMHUYECKOM Kap-
tuHoit III'TI Ib u III'TI Ia (p=0,03) u cratucTUYeCKU
He3HauMMBble pa3nuuus B rokasaressx SDS pocra. Me-
muaHa SDS maccwl y manenToB ¢ III'TI Ib coctaBuna
+1,2 (0,8; 1,9), menquana SDS UMT y nauiMeHTOB C Ha-
quyueM npusHakoB HOO +0,2 (—1,9; 0,4). MenuaHa
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Puc. 5. YacroTta (peHOTMNMUECKMX NPU3HAKOB HACACACTBEHHON 0CTeoAUCTpobun OAGpaiiTa 1 MYALTUTOPMOHAALHOW PE3UCTEHTHOCTH Yy

nauvenTos c MIM.
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SDS Beca npu poxaenun y nauueHToB ¢ I Ia (1) no cpaBuennio ¢ nauuentamu [T Ib (0)
3 T T

P~
J_\_l_

SDS Beca Ipu po>kAeHHI
S

2t i
O Meauana
3 . . [ 25%-75%
0 1 I Mumn.-Makc.

Puc. 6. CpaBHenue nokasareaei SDS Beca npu poxxaeHun naunentos ¢ MM 1b (0) u MM la T (1).

¥V naumenTos ¢ I1TTI Ib nokazaTesnu Beca npu poxaeHuM Beiie, yeM y nauueHtos ¢ [ITI 1a (p=0,03).

Juarpamma pasmaxa st SDS pocra npu poxiaenuu nanuentos ¢ IITTTIb (0) Ia (1)
5

SDS pocra npu poxIeHII

2t S

O Mennana
ki O25%-75%
I Mun.-Makc.

0-IIITIIb 1-II'MIa

Puc. 7. CpaBHeHue noka3sateaeii SDS pocta npu poxaennn naumentos ¢ MM 1b (0) u MM 1a (1).

SDS pocra nipu poxnenuu y nauueHToB ¢ I1I'TI Ib co- y Bcex manueHTOB: cpeay MalMEHTOB ¢ KIMHUYECKOM
craBuna +2,9 (1,24; 4), y mauuenroB ¢ IIT'TI Ia +0,1 xaptunHoii I1T'TI Ib nanHbIe OBIIM AOCTYITHBI Y 7 Maly-
(—1,9; 0,4) (puc. 6 m 7). CnenyeT ydyecTb, UTO AaHHBIE eHTOB, U3 AeTeiil ¢ [1I'T1 Ia maHHBIE 0 pocTe M Macce Tena
pOCTa 1 MaccChl TeJia IMPU POXKIECHUHU ObLUINA TOCTYIHBI HE  IIPU POXICHUU ITOJIydYeHbl y 11 MalueHTOB.
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OCJIOXKHEHUI
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OcnoxHeHust: CO — cuHgpom Papa, K — katapakTa,
/3 - rmnonnasua amanu

Puc. 8. XapakTepucTuka OCAOXKHEHWH TMNOKaAbUMEMUH Y NaLUeH-
ToB c MITl ¢ yka3aHMeM AAMTEALHOCTM HeKOPPUrMpyemoii runo-
KaAbLMeMUK.

OcnodicneHus eunokanvyuemuu u cuneppochamemuu

HecrenmmuyecKuMu  OCJTOXKHEHUSIMA  HapyIIeH-
HOro Kanbliuii-(pocchopHOro ooOMeHa SIBISIOTCS 00pa-
30BaHME KaJIbIIMHATOB B TKAHU TOJIOBHOTO MO3Ta, B Xpy-
cranuke, runorasus smanu. [1pu nposenenun MCKT
TOJIOBHOTO MO3Tra ObIT BRISIBIICH cuHApoM Papa (Kajib-
LIMHATHI 0a3ajbHBIX raHrareB) y 20 malyueHToB, U3 HUX
y 5 oTMeYaJuch TaKKe HadaJlbHbIe TPOSIBIICHUS KaTa-
PaKTHI, ¥ 3 MallMeHTOB — IPU3HAKK TUITOILIa3UH dMa-
Ju. Y 8 malreHTOB OCAOXHEHUST UMEJIUCh YXKe Ha MO-
MEHT ITOCTAHOBKHU IHMarHo3a. MeanaHa KOHIIEHTpalNu
MOHU3WPOBAHHOTO KAJBLMS B KPOBU Y TaHHBIX MMAIlH-
enroB cocrtasuia 0,6 (0,56; 0,66) mmoab/1. MenuaHa
KOHIICHTpALIM MOHU3MPOBAHHOTO KAJBLIUS B KPOBU Y
5 TAIIMEHTOB C OCJIOXHEHUSIMU Ha (hOHE IJTUTEITHLHOMN
HEeKYMUPOBaHHOU runokaibiimemuu (6osee 1 roga) co-
crasuia 0,77 (0,67; 0,8) MMosb/1 (y 7 HaLMEHTOB Iep-
BUYHOE OOCJIeIOBaHWE U IMATHOCTHKA OBLIM IIPOBEIe-
HBI ITO0 MECTY XXUTEJIbCTBA, COACPKaHNEe MOHNU3NPOBAH-
HOTO KaJIBIIVsI HA MOMEHT ITOCTAaHOBKM JTHATHO3a HEN3-
BecTHO). Bcero MeamaHa cpoka, MpoOIIeAIIero ¢ MOMEH-
Ta MaHUdECTALMN CyIOPOXHOTO CUHIpPOMA A0 TUArHO-
CTUKWA  TUITOKAJIBIIUEMUM, CPEeOyd  IMallUeHTOB C
ocnoxHeHusiMu cocTtaBmia 0,5 (0; 3,25) roma (puc. 8 u 9).

Omucanne kmanmyeckux ciayvaes [TTTI

Kaaccuueckuii cemeiinwuil cayuaii I muna la
(nayuenmot Ne1—5)

ITlayuenm Nol

JleBouka 7 yiet, oT HepoacTBeHHOro Opaka. C 3 mec
JKM3HU MHTEHCUBHBIA Habop Mmacchl Tena. B Bo3pacre 1
rofa poouTesId OOpaTWiId BHUMaHUC Ha HaJIMJIWE TTOMI-
KOXHBIX KaJIBIIMHATOB. B 3 roma mosiBuimch neproamnde-
CKMe Xaio0bl Ha 60JIb B HOTaX, a B 3,5 roga BriepBhIe BO3-
HUK 3T130] TOHMYECKUX CYIOPOT B MBIIIIIAX HIDKHUX
KoHeuHocTelt. B 4,5 roma mpu odciieqoBaHUM B CBSI3U C
CHHKOMAJIBHBIM COCTOSTHUEM OBLIIO BEISIBJICHO CHIDKEHUE

ORIGINAL STUDY

KOHIIEHTpAllMK KaJIbIUsI B KPOBU, YCTAHOBJIEH TUITOIA-
paTMpeo3 M Ha3HauyeHa Tepanus IpernapaTamMy ajibga-
KaJIbLIM0Ja U KaibLys. Takke ObLIN BBISBJIEHBI TOPMO-
HaJIbHbIE MTPU3HAKK MEPBUYHOTO TMIIOTUPEO3a U Ha3Ha-
YyeHa Tepalivs IpernapaTaMy JeBOTUPOKCUHA.

[Tpu ocMoTpe B 7 JIeT BBISIBJICHO BBIPAXKEHHOE OXKM-
penue (Macca Tena 38,5 kr, SDS umTt: +3,33), Opaxu-
JakTwus, 1udby3HbIe MOAKOXHbIE KaablIMHATHI 1 3a-
JIepXKKa Tcuxudeckoro pasputus. Ha ¢oHe mpuema
anbdakambimona (0,25 Mxr/cyr), kambiwst (1000 Mr/cyr),
L-tupokcuna (75 MKT/CyT) COXpaHsIach TUITOKAJIbLIVE-
must (0,77 MMmoib/ i), tutiepdocdatemust (2,79 MMOJIb/),
MOBBILIEHHOE coaepxKaHue naparropmoHa (190 rir/mn),
cyoxknuauyeckuii runotupeos (TTT 10,2 MmEn/n, T4cs
14 monb/n). O6cnenoBaHye, HAalIPaBIeHHOE Ha BhISB-
JIEHWE OCJIOXHEHUI XPOHUYECKOW TUITOKAIbIIMEMUH,
BbIsIBIIIO cuHApoM Papa. Ha ocHoBaHMM BhIIIEHA3BaH -
HBIX XapaKTEePHBIX KIMHUKO-1a00paTOPHBIX TPU3HAKOB
ob11 yctaHossieH auarHos ITTI Ia.

ITayuenm No2

Bpat neBouku, ¢ poxXmeHUs HabII0OTaeTCS Y HEBPO-
JIora IO TOBOMY HETCKOTO IepeOpaIbHOro IMapaimda
(JLIIT), cymopor y mammueHTa HUKOTAa He OTMEYaIoCh.
WUccnepoBanue xanbuuii-¢ocopHoro odOMeHa OBLIO
IIPOBEICHO B Bo3pacTe 1,9 roma B CBSI3M ¢ TUTIOKAJTBITNC-
MUEH Y CECTPBI M TAKKE BBISIBUJIO TUTIOKAIBLIEMUIO, TH-
repdochaTeMUI0 ¥ IEPBUIHBIN TUTIOTAPEO3.

IIpm ocMoTpe B Bo3pacTte 4 JieT 0OHapy:KeHBI THD-
(y3HBIC TTOOKOXHBIC KaIBIIMHATHI M OPaXUIaKTHIINS,
KaK M y CECTPBI, OMHAKO B OTJIMYKE OT Hee MaJIbYMK HE
AMeNT U30HITOYHOM Macchl Tea (SDS umrt: 0,55) u cy-
IIeCTBEeHHO oTcTaBas B pocte (SDS pocra: —2,94), Ha-
OJTromascs BEIPaXKCHHBIM CTIa3M MBIIIIIL HIDKHUX KOHEd-
Hoctelr B pesyabrare JLIIT. Ha ¢one mpuema annda-
kaipimmona (0,25 mkr), kaaeuust (500 MT), JIEBOTHPOK-
cuHa (50 MKT) HabIIOgaNach HOPMOKAIbLMEMHS (1O-
HU3UPOBAHHBIA Kanbuuii 1,06 MMOJIB/JI), COXpaHs-
nacerunepdocdaremusi (2,26 MMOIIb/JT), TOBBILLIEHHAS
koHueHTpatms I[1TT (348 nr/mi), CyOKIMHNIECKUIT TH-
notupeos (TTI 6,8 MME/n).

IMammmentam Nel u 2, a TaKKe X MaTepy IIPOBEACHO
MOJICKYJISIPHO-TEeHETHIECKOE MccienoBanme reHa GNAS
n y Bcex 3 oOHapyXeHa TeTepPO3WTOTHAs MYyTallus
¢.156delG p.A193fsX203 B 9TOM reHe. YUUTHIBAsI OTCYT-
CTBUE y MaTepU HAPYILIEHUN Kalblunii-pochopHOTo 00-
MEHa, JIOTUYHO TIPEIOIIOJI0XUTh OTIIOBCKUM XapakKTep
HacJIeIOBaHUS €f0 MyTaIlH, YTO IIPUBOIUT K PA3BUTHIO
ncesaoncesaorunonaparupeosa (ITII'TT), onHako oxu-
MAeMBIX B 3TOM ciydae (PEHOTUNMYICCKUX IPU3HAKOB
HOO y maTepu nalimeHTOB He OBLIO.

Tlayuenm No3

Manbuuk 13,5 roga, BriepBble ObLI OOCIEAOBaH B
CBSI3U C BMU30JaMU TTOTEPU CO3HAHUS Ha poHe pu3n-
yeckoil Harpy3ku. IIpu obOcienoBaHUM BBISIBIEH CUH-
IpoM yaauHeHHoro QT, ero mMpuUYMHON OblIa TMITO-
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kanbuuemus 0,5 mMmonb/i. JlanbHeiillee uccaeaoBaHue
¢dochopHO-KaTbLIMEBOTO 0OMEHA BBISIBUIO MOBBILLIEH-
Hyto koHueHTpauuto IITI (797 nr/mi), BelIcOKOe cO-
nepxaHue dhochopa, HOpMaJbHYIO KOHLIEHTPALIMIO BU-
tamMuHa D B kpoBu. MIMeniochk ocioxxHeHue, KOCBEHHO
yKa3bIBaBIlIee Ha IJTUTEJIbHBINA XapaKTep TMIIOKaJIbIIre-
My — cuHapoMm Papa. YUuThIBasi OTCYTCTBUE KaKUX-
JIN60 (heHOTUMNUECKUX OCOOEHHOCTE! 1 OTSATOLIEHHO
HacJIeNCTBEHHOCTH, MAlMEHTy ObLI YCTAaHOBJIEH Iua-
rHo3 IITTI Ib tumna.

DTOT KIMHUYECKU CITydail CIIY>KUT XOPOILe NUTI0-
cTpaleil TOro, HAcKOJIbKO BapHabOeJIbHBIMU MOTYT
OBITb TIPOSIBJICHUSI TUIOKAJIbIMEMMH: TIPU KaJbLIUU
kpoBu 0,5 MMOJIb/11 y MaJibuyrKa HUKOTIa He ObLIIO CYI0-
POXHOTO CHHApPOMA, a €IWHCTBEHHBIM KIMHUYECKUM
MPU3HAKOM, TTO3BOJIMBIINM YCTAaHOBMTbH JAUATHO3, ObLI
CUHApPOM yuimHeHHoro QT.

Tlayuenm No4

Manbuuk Habmogaetcss B MHCTUTYTE neTCKOM 3H-
nokpunonoruu DHII ¢ 13,5 roga. PebeHok ot Hepo-
CTBEHHOTO Opaka, IMpH aHajJu3¢ POIOCIOBHON JaHHOM
CceMbU OCOOCHHOCTEil He BBIABJICHO, HO OOpalmajl Ha
cebs BHUMaHWe HU3KUA pocT Matepu (148 cM) 1 paH-
HsI MeHomay3a y Hee (35 neT). C MameH4YecTBa y pe-
OeHKa OTMeuajach 3afep:kKKa IICUXOPEUEBOrO Pa3BUTH.
BrepBhie KIMHWYECKHE NPU3HAKKA THITOKATBIIHEMUN
CTaJ TIPOSIBIISAITECSL ¢ 8 JIeT OOJNIbI0 B MKPOHOXHBIX
MBIIIIAX, ¢ 12 JIeT HOSIBYJIMCH 3TTU30IBI TOHMIECKHX CY-
JOPOT MBIIII KOHEYHOCTEH, B CBSI3U C YeM ITPOBOIM-
JIOCh 00CJIemoOBaHNWE W BEHISIBICHA THUITOKAJIBLIMEMUS
(xamprumii obmmmii 1,42 MMoJb/m) 1 TumepdochaTeMus
(2,92 mmonb/1T), a TaKKe TIEPBUYHBIN CYyOKIMHUYECKUH
TUTIOTUPEO3.

B NHCTUTYTE MeTCKOI SHIOKPUHOJIOTHH B BO3pac-
Te 13,5 neT BBIABIEHBI XapaKTepHble s (eHOTHUIIa
Onb6paiita mpu3Haku — 3agepxka pocta (SDS pocra:
—2,1), OpaxugakTUINSI, YMCTBEHHAsI OTCTaI0CTh. O6-
pamajo Ha ceOs BHUMaHHE HaJlWNdue HEOOBIYHOTO
KaJIBIIMHATA: 110 XOAY IMOPTHSKHOM MBIIIIIEI ITPABOTO
Oeapa IMIOTHOE 0Opa3oBaHye JIMHON 7 CM IIUPUHOI 4
cM (puc. 9) — HECKOJIbKO HETHITMYHO IJI KaJlbIIMHA-
toB 1ipu HOO rirybokoe pacrooxeHue (110 XOIy MbI-
mevHoi (pacum). OXKUpeHNsT U TUTIOTOHAAU3Ma Y pe-
O0eHka He Obu10. Hapsiny ¢ runokanbuuemuein (Kajib-
uuit noH. 0,85 mmounb/n) u runepdocdaremueii (2,68
MMOJIb/JT) OIIpeaesIach pe3Ko MOBEIIIIeHHAS KOHIICH-
tpauust [T (466 nir/mit), CyOKJIMHNYECKUIA TUITOTHU -
peos3 (TTT 4,46 MME/n, T4cs 14,8 nmonb/n). Penrre-
Horpadusi KUCTE U CTOMN MOATBEpAWIa Hanu4Yue Opa-
XUOAKTAJINU: YKOpOoYeHUEe Tnadu30B MSICTHBIX KOCTel
1V, V nanbueB KucTtei, IIIOCHEBBIX Kocteit IV, V
nanblieB cron. Kpome TOro, orMevanoch OOBI3BECT-
BJICHHE CTCHOK COCYIOB MSITKUX TKaHe. C Henbio u-
arHOCTUKHU OCJIOXKHEHUI TUITOKAJTBIIMEMUH OBLIO IIPO-
BeneHo KT romoBHOTo Mo3ra, BBISIBICH CHHIPOM
®apa. Ha3znaueHa Tepamms IpenapataMu albdakaib-
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mumona (6 wMkr/cyr), kameums (2000 wmr/cyr),
L-tupokcunom (50 MKr/cyT), Ha (hOHE KOTOPOIl OTMe-
yajach HOpMaju3alius KOHUEHTpaluWu KalblUs B
kpoBu U TTI'. MosekyasspHO-TeHETUYECKOe UCCIeN0-
BaHME  BBISIBWIO  MyTalMi B  TeHe  GNAS
¢.565 568delGACT p.M189fsX202. Hayimuwe pu3Ha-
koB HOO u BbIsABJIEHHAas MyTallMsli MO3BOJSIOT Aua-
rHoctupoBath I1TTI Ia.

ITayuenm No5

JleBouka HabOmogaercst B UHCTUTYTE AeTCKOM SHIO-
kpuHosioruu ¢ 16 ser. C 5 jeT nepuoanyeckyl BO3HUKA-
JIM CYyIOPOTY KOHEUYHOCTE, MBaXKabl Ha (poHe (heOpMIh-
HOM JIMXOpaIKM, B OCTAIBHBIX CITy4JasX CBSI3U C MHTEpP-
KYPPEHTHBIMU 3a00JICBAHUSIMU He HaOJII0OAIOCh.

ITpu ocmotpe B 16 et B UHCTATYTE HETCKOM SHIO-
KPUHOJIOTHN (DeHOTUITMIECKNX OCOOCHHOCTE HE BBI-
SIBJICHO, KOCTHBIX JIeopManii He otMedaaock. O6Ha-
pyxeHa Bbicokasi KoHueHTpauus IITT (266 nmoinb/i),
TUTTOKaIbIMeMUs (Kanblmii moH. 0,9 MMoib/I, doc-
dop 1,72 mmonb/n) u runoxamuemus (3,2 MMOJIb/T)
IIpY HOPMAaJbHOM comepkaHuu Hatpus (140 mmors/n
rpu HopMe 136— 145 mmoib/1), pennna (32,6 MME/min
mpu HopMme 2,8—39,9 mmonb/m). Ipn aHamn3e JTaHHBIX
aMOyJIaTOPHOM KapThl OBUIO YCTAHOBJICHO, YTO THUIIO-
KaJbLHEMUS ¥ THITOKAIMEMHUS HAOIIOMATACh Y ICBOYKHI
B TCUCHUE MHOTHX JieT. TeM He MeHee KaKnX-JInbo oc-
JIOXKHEHUUW IJIUTETbHOU XPOHUYECKOW THUIOKAJIbIIUE-
MU 00HaApyXeHO He 0b10. CHHAPOM THUIIepKATbLINIA-
YPUYECKOM TUMOKAIBIIMEMUN MOXKET COIPOBOXKIATHCS
ITOBBIIIIEHUEM YPOBHSI ITApaTTOPMOHA U B PEIKUX CIIyda-
SIX COYCTAThCS C TMITOKAJMEMUEH, HO y Hallell maim-
€HTKHM HEe OTMEYAJIOCh TUTICPKATBIIUNYPUN WITH IPYTHUX
MpOSIBJICHMI TTaTojoTuM IodeK. CoueTaHne BBICOKOI
KOHIICHTPAIINU IIapaTTOPMOHA C HU3KUM COIePKaHUEM
KaJIbILIMS U BBICOKAM comepXaHueM docdopa B KpOBU
mpu oTcyTcTBUU mposiBieHnit HOO mo3Boiamiam aua-
rHoctupoBathb [1T'TI Ib.

Ha ¢one HazHaueHus anbgakaablugoa U Ipemna-
paToB Kalns moKa3aTeian (hochopHO-KaIbIIIEBOTO 00-
MEHa ¥ KOHIICHTPALMS KaJIns HOpMaJIM30BaInuCh. [1pn-
YUHA TEPCUCTUPYIONICH THUIIOKATUEMHUN OCTacTCsI He-
SICHOM.

Oo6cyxaeHune

Bce tunbl III'TI 00benuHsIeT HaNTUYKUE HapyLISHU
¢dochopHO-KaTbLIMEBOrO 0OOMEHAa — CHUXEHUE KOH-
LIEHTPALUM KaJIbLIMS 1 TIOBBILIEHUE ConepXKaHUs hoc-
¢opa mpu BEICOKOI KOHIICHTPALIMHU ITapaTrTopMOHa.

l'unokanbiiemMusi OOYCJIOBIMBAaeT IIOBBILLICHUE
HEPBHO-MBIILIEUHON BO30YAMMOCTH, IMPOSIBISIIONIEHCS
cyaoporamMu, nmapecte3usiMu, Teranueit. [lo3nHsis qua-
rHoctuka III'TI, orcpoueHHas Mo CpaBHEHUIO ¢ MaHU-
decranueil MepBbIX KIMHUYECKUX TMPOSBICHUN B Ha-
IIel TpyIIie, o0yCaoBIeHa TeM, YTO MPU CYIOPOXKHOM
CUHAPOME YPOBEHb KaJblLMSl B KPOBM M3MEPSIOT HE
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Bcerma. Hamm naHHBIE JEMOHCTPHMPYIOT BaXXKHOCTb
BKJIIOYECHUST B airOpUTM A depeHINaTbHOM TUarHo-
CTUKM MCCJIETOBaHUS KaJIbIMsI KPOBU BCEM AETSIM C CY-
JIOPOXHBIM cuHIpoMoM. CBOeBpeMeHHasl AMarHOCTUKa
Y aJieKBaTHOE JIeYeHUE MO3BOJIST IPEAYIPEIUTD Pa3BH -
THE OCJOXHEHUII TUMokanablimeMun. HopManuzaius
KOHUEHTpauuu Kanbuus B kposu nipu I1I'TI nocturaer-
cs1 Ha3HAYeHUEM aKTMBHBIX (hopM BUTaMKMHa D.

Koctu BAsII0TCS OMHOM M3 OCHOBHBIX TOYEK MPU-
snoxeHus aevicteus IITI. B orcyrcTBUE pe3opbupyro-
mero 3¢dexkra ButamuHa D u IITT muHepanuzauums
kocteit ipu T1I'T1 Ia He ToabKO He HapyllaeTcs, a Ha-
MpOTUB, ToBbIIAaeTcs [7]. B To Xe Bpems onucaHo He-
MaJio CIyvaeB CyOIepuOCTaJbHONM pe30opOLuuy 1 Tapa-
TUPEOUITHOM OCTEONUCTPOGUHM Y MAIMEHTOB C Pa3iny-
HeiMu  BapuaHTamu III'TI, 0OycinOBIE€HHBIX, MO-
BUIMMOMY, YaCTUYHO COXPAHHOM UyBCTBUTEIBHOCTHIO
K IITT [8—11]. B Haieii rpymmne cHUXXKeHUEe MUHEPalb-
HOW TUIOTHOCTH KOCTei ObLIIO BBISIBJIEHO JIUIIL Y OTHOTO
MalyeHTa.

W3 Bcex iposiBnennit HOO B nepBy1o ouepenb BHU-
MaHMe Bpaya MOT'YT IIPUBJIEYb OXXUPEHUE, OpaxXUIaKTH -
JIVSI, TIOAKOXHBIE KaJbIIMHATHI, HU3KOPOCIOCTh. OmHOi
u3 ocobeHHbIX uyepT oxkxupeHust ipu I[I'TI, xapakTepHbIX
JUISI MOHOTEHHBIX (hOpM B IICJIOM, SIBJIIETCS paHHMI
CPOK BO3HUKHOBEHHUS M IPOTIPECCUPYIOIINIA XapaKTep.
Cpenu HallvX MallMeHTOB OXXUPEHUE HAaYMHAIOCh, KaK
MpaBUJIO, C PaHHUX JieT. TOYHO yKa3aTb BO3pacT 3a-
TPYIHUTEIBLHO, HO Ha IIPOTPECCUPYIOIINIA HAOOP MacChI
TeJla oOpaliaTh BHUMaHWe HaYMHaIu ¢ 2—5 JIeT, Y Of-
HOW IEBOYKHU BhIPAaKEHHbBIN M30BITOK MaCcChl TEJIa OTME-
yajics ¢ nepBbix MecsueB xku3Hu. [1pu III'TI ormevaet-
Cs1 pe3KO CHUXKEHHBII pacxojl HEPruu IMOKOs, YTO 00-
YCJIOBJIMBAET TCHACHIIMIO K HabOpy MacChl Tejla Jaxe
IIPY OTCYTCTBUM M30BITOUYHON KaJOPUIHOCTH TTUTAHUS
v runiepdaruu. Peryisims sHepreTHueCKoro roMeocTa-
3a OCYIIECTBIISIETCS Yepe3 MEJaHOKOPTUHOBBIC pellel-
TOPBI 4-TO TUIIA, IEHCTBHUE KOTOPBIX TAKXKE OMOCPETYET-
ca aktuBauuein Gas. Pasputue oxupenust npu ITITI
MOXET ObITh OOBSICHEHO PE3UCTEHTHOCTBIO 3TUX el -
TopoB [12]. CrielinpuyecKux METOIOB JIEYEHUS OXKUPe-
Hug npu IIT'TI He cyliecTByeT; peKOMEHIOBaHO Orpa-
HMYEHME CYTOYHOIO Kajopaxa IHUTaHMSs, PeryJisspHble
(buzuyeckre Harpy3Ku.

Cpenu HalMX MallMEHTOB OpaXWAaKTUIUS BCTpe-
yajiach y 16 malMeHTOB B pa3IMYHON KOMOMHALIMU C
npyrumu tiposiieHusimu HOO. Bpaxupgaktunus npu
IIT'TI ¢popmupyeTcs 3a cueT yKOpoUYeHUsl, Kak IpaBuo,
IV 1 V IICTHBIX U TJTIOCHEBBIX KOCTE. Y 1OCTOBEPUTh-
Cs B TOM, YTO YKOPOUEHME TaJIbIIeB MPOUCXOINUT U3-3a
HEIOpa3BUTUSI MMEHHO IIICTHBIX KOCTEil IoMoraer
MPOCTOM CIOCO0: TP CXKATUM PYKU B KYJIaK OYEBUITHO
otcyrctBue IV, V nisictHo-(anaHroBbIx cycraBoB (puc. 10;
puc 11, cM. Ha UB. BKJIeiiKe, TONIOJHUTEIBHBIIA MaTeprall
Ha caiite xXypHaya). Gas Urpaet BaxXHYIO pOJIb B MPO-
1ieccax pocra Kocrtel (ImpernsrcTByer auddepeHInpOB-
K& XOHIPOLIMTOB U MPEXIEBPEMEHHOMY 3aKPHITHIO 30H
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Puc. 10. Ykopouenue IV, V NACTHbIX KOCTe#, BbIpaXkeHHOe 0OoAblue
cnpasa.

pocTa), ¥ OTpaXkeHUEeM OCJIa0JICHMS €€ aKTUBHOCTH SIB-
JISIETCST YKOPOUYEHHME TISICTHBIX M TUIFOCHEBBIX KOCTEH,
MPeXAeBPEMEHHOE 3aKpBITHE SMU(GU30B M KaK CJel-
CTBUE — HU3KOPOCHIOCTh [13, 14].

Eme omun xapakrtepHsblii mpusHak HOO — mon-
KOXHBIEe KaJablUMHATHL. (Gas MpemyrpexmaacT pa3BUTHE
SKTOMUYECKON KanbUu(pUKauuu, perynupys audde-
PEeHLMPOBKY ocTeobnactoB [14]. CHMXeHue 3Kcmpec-
cuu Gas B XXUPOBOI TKAHU IPUBOIUT K TIEPEPOXKICHUIO
CTBOJIOBBIX KJIETOK, JIOKAJTM30BaHHBIX B XKMPOBOI TKa-
HU, B OCTEO0JACThl C IOCAEAYIOIIMM O0pa3oBaHUEM
KanpuHaToB [15]. OHM npeacTaBasiioT cOO0M pa3Iny-
HBIE TI0 pa3MepaM M PacIpOCTPaHEHHOCTH 00pa3oBa-
HUSI — OT MEJIKUX (KOTOPBIE TIPOIIE ITPONAIbIINPOBATh,
YeM YBHUAETH) MO0 KPYITHBIX, CITOCOOHBIX BBI3BIBATH 00-
JIC3HEHHBIC OIIyIlleHWs. B Haimeit rpyrme malreHTOB
IMOIKOXXHBIE KaJIBIIMHATBI OTMEUAIUCh y 9 mereid. Y on-
HOTO M3 HMX KaJbIIMHATHI O0pa30BaJM €AVHBIA IIOI-
KOXHBIN KOHIJIOMEPAT B 00JIACTU IMMOSICHUIHOTO OTea
IMO3BOHOYHHMKA, OTPAaHWYMBAIONINN TTOIBUXKHOCTb, HO
06e30071e3HEHHBIN. Y IpYyroro nauueHTa (KJIMHUYECKU
ciydait Ne4) orMeudasnoch TIIyOOKOE pacIiOJIOKeHUE
KaJIbLIMHATOB — 10 XOMy MbIlliedHol dacium. [TammeH-
TaM C IIOIKOXHBIMM KaJIbIIMHATAMU HE PEKOMEHIyeTCSI
XUPYPTUYECKOe yAaJleHre, TaK KaK OIepaTHUBHOE BMe-
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Puc. 12. Cunapom ®apa — KaAbLIMHATbI B TKAHM FOAOBHOIO MO3ra.

11aTeJIbCTBO MOXET CIIPOBOLIMPOBATH IOSIBJICHME HO-
BbIX 00pa30BaHMIA.

ITomuMo moakoxXXHbIX KajablimHaToB, pu ITI'TI mo-
TYT BCTpeYaThCsl KaJIbIIMHATHI B TKAHM TOJIOBHOTO MO3Ta
(cunapom Papa) (puc. 12) 1 B xpycTanuke (Katapakra).
DTo He SIBISETCS XapaKTEPHbIM IIPU3HAKOM HMMEHHO
III'TI, a aumb OCjIOXHEHUEM TUIIOKAJIbLIMEMUU U TH-
nepdocdareMun 1 BCTpevyaeTcs MpU APYTUX OONE3HSIX,
COITPOBOXAAIOIIUXCSI HU3KUM COAEPXKaHUEM KaJIblIMs B
KPOBU U BHICOKUM cofepxkaHueM docdopa (Turomnapa-
TUPEO3, XPOHMYECKas IoYeyHas HEeIOCTaTOYHOCTH).
HMHTrepecHO, 4TO cpenu HaIlMX IAllMEHTOB OCIOXHE-
HUsI, OTpaxalollne, Kak CUMTaeTCsl, OOJIbIIYIO JUIUTEIb-
HOCTh HapyllleHUI Kalbliuii-ocopHOro obMeHa, B
60% ciyyaeB ObLIY BBISIBJICHBI IIPU IIEPBUYHOM 00CIE-
JMOBaHUU, TPOBEACHHOM IIpU MaHUGecTalluy MPOosIBe-
HUI TUITOKaJIbLIEMUHU (TIePBBIM MM30/ CYI0POT U/ UIu
CHHKOITaJIbHOTO COCTOSIHUS ) ; CAMOMY MJIaJIIeMy Mmaly-
eHTY ObLI0 4,7 Tofa. DTO MOXET OOBSICHATLCS TEM, UTO
BO3pacT HavyaJla KIMHUYECKUX MPOSIBJICHUI TUIIOKAIb-
LIMEMMU HE COBMAMaeT C HAYaJOM BBISIBJICHUS CHIKE-
HUsI KOHIIEHTPALMU KaJIbIIUs B KPOBU U MOBBIIIIEHUEM
coaepxaHus pocdopa. Odpainiaet Ha cebs1 BHUMaHUE U
pa3HUlIa B KOHIICHTPALMU KaJblIMsS B KPOBU Y 8 malu-
€HTOB ¢ cuHIpoMoM Dapa 1 UTUTETbHOCThIO TMIIOKAJIb-
neMuuyecknx cymsopor meHee 1 roma 0,6 (0,56; 0,66
MMOJIb/JI U Y 5 MallMeHTOB, CTPAAaBIIMX OT CYIOPOKHO-
ro snu3ona 6ojee 1 roma mpexae yeM Obljia BbISIBIIEHA
runokanbimemuss — 0,77 (0,67; 0,8 mmoub/i1). OgHaKo
yTIBEpKAaTh CTATUCTUYECKYIO 3HAYMMOCTh TaKOM pa3-
HUIIBI MPEXACBPEMEHHO 13-3a HEIOCTaTOYHOTO pa3Me-
pa BeIOOpKU. Bompoc o IUTeIbHOCTU HEKYIIUPYEMbIX
M3MEHEHUI KOHUEHTpaluu Kajablys u ¢docdopa, 10-
CTaTOYHOWM [T PA3BUTHUS OCJIIOXHEHUI, OCTaeTcsd OT-
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KpBIThIM. CliefyeT Noq4epKHYTh, YTO KaJblIMHATHI T'O-
JIOBHOTO MO3ra — CaMbl€ YacTble OCJIOXHEHMUSI TMIIO-
KaJblleMUHU, U B HallleM KCCJIeOBAaHUY BCE CIyvyau Ka-
TapakThl M TUIOIJIA3MX dMaJIM COMPOBOXIAINUCH CUH-
npomoM Dapa.

PacnipocTtpaHeHHbIM, HO HecneUUubUYHBIM TpU-
3HakoM HOO, sBnsieTcss yMCTBEHHasi OTCTaJIOCTb, TSI-
JKECTbh KOTOPOU BapbUPYET OT TSIKEJOU onurodpeHuun
JI0 COXpaHHOI CITOCOOHOCTU K 00ydyeHuIo. Y 8 Halmx
nauueHToB ¢ [1I'T] Ia HaGaogamach yMCTBEHHAs OTCTa-
JIOCTb pa3Hoy crerieHU. [Tpu3Hakyu CHUXKEHHOTO UHTEI -
JIeKTa MPOSIBISIOTCS, KaK MPaBUIO, C TEPBbIX JIET K13~
HU, OTHAKO TaK MPOUCXOAMUT He Bceraa. Y oqHOM maiu-
€HTKM CHUXXEHME YMCTBEHHBIX CIOCOOHOCTEH cTajio
MpOrpeccupoBaTh ¢ 7 JeT; 10 3TOr0 BpeMEeHU B pa3BU-
TUM OHa He oTcTaBasa. He ciemyeT uckiouats apyrue
BO3MOXHBbIE TIPUUUHBI 3aEPXKKKU Pa3BUTUS (TsKeEJble
nopaxenuss LIHC B HeoHaranbHoM nepuone, JLIT u
T.0.).

Ecau nipu TITTI Ia Bctpevatores nposisnenust HOO,
to I1T'TT Ib Takke UMeeT CBOU KIMHUYECKUE OCOOEHHO-
cTU: OoJiee BBICOKME TOKazaTeJu (hU3NYECKOro pa3Bu-
TUS IPU POXKIEHUM, OCOOEHHO B Cllyyae C HacJeACTBEH-
HbeiMu hopmamu TIT'TI Ib, 06ycioBeHHBIMU NEIEHUSIMU
STX6 [15]. Cpenu HalMxX MalMEeHTOB C Tpearnojarae-
MbIM TII'TI Ib u gocTymHBIMU JAHHBIMU O POCTE U Macce
Teja npu poxneHuu SDS UMT Mpu poxXaeHUU ObLT 3Ha-
yuMmo Bhilie, yeMm y mamuentoB ¢ IIT'TI Ia. Menuana
SDS pocra Obl1a BbIlIe CPeIHUX MOMYISIIMOHHbBIX TaH-
HbBIX 0€3 CTATUCTUYECKM 3HAYMMOU pa3HUIIbl B MOKa3a-
tessix Mexny namuentamu c ITTI Ib u Ia, yto cornacy-
eTcsl ¢ JaHHBIMU APYTUX ucciaenoBaHuii [15].

IToMuMo HapyleHuii Kanbuuii-ochopHOro 06-
MeHa 1 kiuHudeckux npossiaenuidt HOO npu IT'TI Mo-
JKET OTMEYaThCsl PE3UCTEHTHOCTh K APYTUM FOPMOHAaM.
C Gas cBst3anbl petentopsl K TTT, JIT u @CT, IT'P-PI'n
npyrue. OnHaKo TOJbKO B MPOKCUMAIbHBIX MOYEYHbIX
KaHaJIbllaX, IIIMTOBUIHON Xeje3e, coMaTroTpodax ru-
nodusza u roHamax Gas CUHTE3UPYETCS 3a CUET DKC-
npeccunn GNAS TONBKO ¢ MaTepUHCKOIO ajuiesisi, Tak
YTO MPU WHAKTUBUPYIOIIMX MyTalusix reHa GNAS B
STUX TKAHSIX CJIEAYeT OXUAATh 00Jiee BhIPaKEHHOTO Jie-
¢unuuta Gas, BIEKylIero 3a coboil HapylIeHUE YyB-
CTBUTEJIbBHOCTH K TOPMOHAM.

PesuctentHocTh K 'P-PI" 1 runeproHanoTpomnHbiit
runoroHaausM Bo3moxkeH npu I1I'TI Ia, Tem He MeHee,
MO JTAHHBIM JIUTEPATYPhl, 3TU MPOSIBICHUS BCTPEUYaIOT-
cs penko. B 2013 r. E. Fernandez-Rebollo 1 coasr. [16]
OIyOJIMKOBaly TepBble AaHHbIE KIWHUKO-TEHETUYe-
CKOro HucciieqoBaHus OOJbIION TPyMIibl MallMeHTOB C
paznuuHbiMy BapuaHtamu ITTTI: u3 63 mauueHToB (M3
Hux 29 c¢ I1I'TI Ia) runmoroHagusM He ObLT BBISIBJIEH HU Y
OJIHOTO, OJJHAaKO 15 manueHTOB Ha MOMEHT 00Cien0Ba-
HUSI HAXOOUJIKCh B oIybepTaTHOM Bo3pacte. 13 32 Ha-
IIUX MalMeHTOB IMITeProOHAA0TPOIHBIN I'MITOTOHAAU3M
ObLT AMarHOCTUPOBAH JIUIIb Y OAHOM AeBouku. CrenyeT
OTMETHUTb, YTO 12 MalMEeHTOB HA MOMEHT MyOJIMKalUuU
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JNaHHBbIX ObLIM Mojioxe 14 neT, u3 Hux 3 maiueHTa ¢
TITTI Ia, y KOTOpBIX HEb3s UCKIIOUUTh BO3MOXHOCTh
pPa3BUTHSI PE3UCTEHTHOCTU K TOHAIOTPOITHBIM TOPMO-
HaM.

Huskopocnocts npu I1I'TI Ia He Bcerna oOycionie-
Ha pe3ucTteHTHOCThIO K 'P-PT". B Hameii rpynne nmauu-
€HTOB Cpely HeTeil maxke C BhIPaKCHHOMW 3aIepXKKOM
pocta U®P1 OblT B TIpenesiax HOPMbI, OCHOBaHMI TS
nopo3penuss CTT-gepunura He 6bu10. PazButue Hu3-
kopocaoctu npu orcyrcTBun CTT-medunuta y aeteii ¢
TITTI oOycnoBieHO MpPexXIeBPEMEHHBIM 3aKPbITUEM
3MudU30B, BCICICTBHE HApyIICHUsS MeXaHU3Ma CHI-
HaJIbHON TpaHCAyKUMU B XoHapouutax [13, 14]. Ilo-
JMOOHAast TEHACHLIMS K OIepeKeHUI0 KOCTHOIO Bo3pacTa
oTMeueHa y aByx Hamux nauueHToB c¢ I1I'TI Ia (onmepe-
JKE€HME KOCTHOTO Bo3pcTa Ha 2 rofa). Ilpu aTom neBou-
K1 HaXOJAITCS B AOMYyOepTaTHOM IePUOJIE U ITPeXIeBpe-
MEHHOE IT0JIOBOE pa3BUTHUE OBLIO MCKITIOYEHO.

BceM nersm ¢ 3amepxxkoii pocta Ha ¢one II'TI cre-
IyeT omnpeaensathb cogepxxanne MOP-1 u npu Heobxomm-
MocTu mpoBoAuTh CTI-CTUMYASIIUOHHBIE TPOOKI.
B cnyuae ycranosneHHoro CTT-pepuunra HeoOXoau-
MO TIPOBOAUTH POCTOCTUMYJIMPYIOIIYIO T€paIruio rop-
MOHOM pocrta. Kak ObUIO ITOKa3aHO B MCCJIEIOBaHUU
G. Mantovani u coasnrt. [17], Haya0 pOCTOCTUMYIUPY-
Iollleil Tepanuu B OOIyOepTaTHOM IepUoie YIydllaeT
pocTtoBoii mporHo3y aereit ¢ CTI-nepuniutoM Ha poHe
III'TI Ia.

HauGonee pacnpocTpaHeHHBIM ITPU3HAKOM MYJlb-
TUTOPMOHAJIBLHOI Pe3MCTEHTHOCTHU, HAOJII01aeMOli pU
TITTI, gBngercs runorupeo3. TTT-pe3nuCTEeHTHOCTH
(CYOKIITMHMYECKUIA WM KIMHWYECKUII HeayTOMMMYH-
HBIIl TUIIOTUPEO3), OTMEYABIIMICA Y 22 HAlUUX Malu-
€HTOB, BCTPEUYAeTCsl KaK B COYETAHUU C IPYTHMMU MPO-
apaeHusMu HOO, Tak 1 B OTCYTCTBUE KaKUX-JTH00 (e-
HOTUITMYECKUX OCOOCHHOCTEIA.

Ha pesynbratax ucciegoBaHUs MOIJIO CKa3aTbCs
OrpaHMYeHHOE YucIIo naueHToB. KonuyecTso ciydyaen
III'TT B P® Bo3MoOXHO ropasno OGojblie. BapuaHTh
TITTI Ib B orcyrcTBUe npuzHakoB HOO ocTtarorcst He-
pacrio3HaHHBIMM. TeM He MeHee, YYUThIBask PEIKOCTh
3a00yieBaHUs, Pe3y/IbTaThl aHaau3a 32 MallMeHTOB SIB-
JITIOTCS. LIEHHBIMM C KJIMHUYECKOW M HAayYHOM TOYKH
3peHusi. MyJIbTUCUCTEMHBI XapakTep 3a0oJieBaHMS
00YCJIOBIMBAET COOTBETCTBYIOLINIA IMOAXOM K BEICHUIO
u nevyeHuto namueHToB ¢ I1I'TI. HeobxoauMsl KoMIeH-
canuusl HapyleHuit pochopHO-KaablMeBOr0 0OMeHa ¢
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nonaepxaHueMm KoHueHTpauuu IITT B npenenax HOp-
MBl; 3aMEeCTUTeJIbHAsi TOPMOHaJIbHAsI Teparivsl B cliyJae
HMMEIOIIeICs pe3UCTEHTHOCTH K IPYTUM TOPMOHaM (TH-
notupeos, runoroHaausM, CTI-geuuuT); KOHTPOIb
COCTOSIHUSI TIOYEK, YYMTHIBAsi PENKOE, HO BO3MOXHOE
OCJIOXKHEHWE — He(hPOKaTbIMHO3; KOPPEKIIUS TUIIE-
BOTrO TMOBEACHUS U (DU3NYECKOW aKTUBHOCTU AETSIM C
OXMpPEeHHUEM; afieKBaTHasI IICUXOCOLIMAIbHAS afanTaIust
MPY HAJTUYUU YMCTBEHHOM OTCTAJIOCTH.

BbiBOADI

1. TIT'TI vame Bcero (72% cnyvyaeB) MaHUGbECTUPYET
CYOOPOXHBIM CHUHIPOMOM (TOHMYECKHE CYIOpPOTH
MBIIII KUCTEH, CTOI, MKPOHOXHBIX MEIIIII, pexXe Ha-
OIomaeTcsl JTapMHTOCIIa3M), PEIKO IOTepeil CO3HAHUS
Ha (oHe cuHOpoma ymmmHeHHoro Q7 0e3 cymopor.
B 25% cnyuaes I1T'T1 yctanaBiuBaeTcst mpu o0ciienoBa-
Huu 1o nosoxay oxupenus. [1I'TI nuarHoctupyercs ye-
pe3 2 Mec — 7 JIeT TTocjie Hadajla KIMHUIECKUX MPOSIB-
nenunit. OTcpoueHHast IMarHOCTUKA MOXET ObITh CBsSI3a-
Ha C OLIMOOYHOW OLIEHKOW CyJOPOXHOTO CUHApOMa
KaK IIPOSIBIICHUSI STTAJICTICUU.

2. HanbGonee yacTeiMy (heHOTUTUUECKUMU TTPOSIB-
nenusimu II'T1 gBastiores 6paxunaktuiaus (50%), noa-
KOXXHBIe Kanblimbukatel (31%), oxupenue (25%), ym-
CTBeHHas1 oTctanocth (25%), Hu3KopociocTh (16%).
YacTbIM MPOSIBICHNEM MYJIbTUTOPMOHAIBHOM pe3r-
creHTHOCTH T1pu I1I'TI sABIsTeTCS COYeTaHMEe HEUYBCTBU-
TeabHOCTH K naparropmMony u TTT (69%). I1auueHTsl ¢
IITTI Ib otinyarorcst 60jiee BLICOKMMU MOKa3aTeasiMuU
MAaccChl TeJjla Ipu poxkaeHuu, yeM nauueHTtsl ¢ I Ia.

JOITOJHUTEIbHASI THO®OPMALLUSL.

Wcrounuk ¢unancupoBanus. VccienoBaHue SIBISIETCS YacTbiO
JIMCCEPTALIMOHHOW PabOTHI, BHIMIONHIEMON TpU (DUHAHCOBOIA IMOM-
nepxke porna « KAD».

KoHngumkT nHTEpecoB. ABTOPHI AEKIAPUPYIOT OTCYTCTBUE SIBHBIX
U TIOTEHITUATbHBIX KOHGMIMKTOB WHTEPECOB, CBSI3AHHBIX C MyOJIMKa-
1Mel HacTosinieil ctatbu. [lomyuyeHo MUCbMEHHOE corjiacue 3aKOH-
HBIX MTPEJICTABUTEIICH MAlMEHTOB Ha MyOIMKAIUIO METUIIMHCKON MH-
dopmanum.
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