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TunoramKeMu4ecKuii CHHIPOM B J1€010Te BPOXKIEHHOTO
THNONUTYUTAPU3MA Y NAIMEHTOB 0€e3 3a1epKKH pocTa:

cepua KIIMHUYECKHUX CIy4YacB

© M.A. Kapesa, E.M. Opaosa, M.A. MeankaHn, A.B. Boporuos, B.I'. BAaanmuposa, B.A. Ietepkosa

OIBY «IHAOKPUHOAOTMHECKMIA Hay4HbIA LeHTP» Mun3apasa Poccun, Mocksa, Poccus

BpoXXA€HHbI rMNONUTYUTapMU3M Yallle BCEro AMarHOCTUPYETCS B AETCKOM BO3PacTe Ha OCHOBaHWMM 3aAepXKKM pocTa. PaHHUMK
MPOSIBAEHUSIMU AAHHOM NMATOAOT MU SBASIIOTCS TSKEAbIE XKM3HEYrpoXaiolme rmnorAMKeM1n 1 CUHAPOM XOAECTa3a B HeOHAaTaAbHOM
M paHHEM AETCKOM Bo3pacTe. BbigBaeHme Ha MPT cuHApOMa «pa3pbiBa» BOPOHKKM FMMOMU3a MO3BOASIET NOATBEPAUTL BPOXKAEH-
HbIA TUNOMUTYUTAPU3M.

[peacTtaBaeHO onucaHue 6 KAMHMYECKMX CAyvaeB. [MpuunHOi obpalueHns BCcex NaumeHTOB ObIAM peLmAMBUPYIOLLNE KETOTHYe-
CKMe TMNOrAMKEMUK C paHHero Bo3pacta. CpeAHuii BO3pacT AebioTa rMNorAMKemMnn cocTaBua 1 roa 4 mec, a CpeAHMi Bo3pacT
NePBUYHOTO SHAOKPUHOAOTMHYECKOTro 0b6CAeAOBaHMs — 3 roaa 9 mec. Ha MOMEHT NepBOro 3HAOKPUHOAOTMHYECKOro 0OCAEAO-
BaHMS HWU OAMH M3 MaLMEHTOB He MMEA 3aAepPXKM pocTa. B 4 M3 6 CAyYaeB MMEAUCb YKa3aHWsi Ha HEOHATAAbHYIO AAUTEAbHYIO
XKeATyXy. [pu ropMOHaAbHOM 0OCAEAOBAHMM Y BCEX MALMEHTOB ObIAO BLIIBAEHO CHUXEHWE coaepxkaHus cBT4 (B cpeaHem 8,6
MMOAbB/A MPU HUKHER rpaHuLie HOPMbl 10 MMOAB/A) MPKU HOPMAABHOM MAM YMEPEHHO MOBbLILEHHOM coAepxaHuu TTT, uTo cuae-
TEALCTBOBAAO B MOAb3Y BTOPUYHOIO rmnoTupeosa. KoHUeHTpaumns KOpTU30Aa y BCeX MaUMEHTOB OblAa CHUXeHa M konebanach oT
37 20 130 HMOAB/A (cocTaBAsIst B cpeaHeM 92 HMOAB/A). Coaepxanne MDPT y BOAbLIMHCTBA NALMEHTOB ObIAO HMXKE ONPEAEAUMbIX
3HAYEHMUM (< 25 HI/MA) M HW Y KOTO He AOCTUIaAO HOPMBI. Y BCEX AeTer KOHLEHTpaUMsi NPOAAKTHMHA ObiAa noBblweHa: oT 540 Ao
1778 MEa/A (Hopma 90—540 MEA/A).

Mo AaHHBEIM MPT roAOBHOroO MO3ra, y BCex AeTei OblAa BbIIBAGHA MAGHTUYHAS KapPTUHA M3MEHEHMI XMa3MaAbHO-CEAASIPHOM 00-
AACTU: TUMONAA3MS aaeHOrMNodu3a, anAasnus BOPOHKM rnnoumsa 1 aKTonus Herdpornnodusa B 06AaCTb XMa3mbl M rUNoOTaraMm-
YeCKUX CTPYKTYP.

CHMHAPOM KETOTUHECKMX TMMOFAMKEMUIA MOXET SIBASTHCS AEDIOTOM BPOXXAEHHOTO FMMONUTYMTapM3mMa Npu OTCYTCTBUM 3aAepXK-
Ku pocTa. AabopaTopHble NpuU3HaKM BTOPUYHOIO FMNOTMPEO3a, BTOPUYHOIO MMMNOKOPTMLM3MA M HU3KOTO COAEPXKAHMS B KPOBU
M®P1 B coueTaHUM C CUHAPOMOM «pa3pbiBa» HOXKKM runodusa (no aaHHbiM MPT) MOryT ObITb AOCTAaTOUYHBIMU AASI AMQFHOCTUKHM
rMNONUTYMTapU3Ma Y AeTel C TMNOTAMKEMUYECKUM CMHAPOMOM U He TpebosaTb nposeaeHnst CTI-CTUMYASILIMOHHBIX NPO6.

KatoueBble croBa: KAMHMYECKMI CAyHai BPOXKAEHHOIO rUonNUTyUTapm3ma, rMnorAMKEMUYEeCKMi CUHAPOM, CMHAPOM «pa3pblBax
BOPOHKM rnnogm3sa, CMHAPOM XOAeCcTasa.
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Congenital hypopituitarism is usually diagnosed in children with growth retardation. Severe life-threatening hypoglycemia and
cholestasis can be early manifestations of hypopituitarism in neonates. The pituitary stalk interruption syndrome revealed by MRI
confirms the diagnosis of congenital hypopituitarism.

We report six cases of children admitted with recurrent ketotic hypoglycemia since early age. The median age of the first clini-
cal presentation of hypoglycemia was 16 months. The median age at primary endocrinological examination was 45 months.
At the first examination none of the patients had growth failure. Neonatal jaundice was noticed in four patients. Free T4 levels
were decreased in all the patients (median level, 8.6 pmol/l; the lower limit of normal being 10 pmol/l), while the TSH level
was normal or moderately increased, suggesting secondary hypothyroidism. Cortisol levels were low (median 92 nmol/L; range,
37—130 nmol/l). IGF-1 level was below the limit of detection (<25 ng/ml) in all patients and reached the normal values in none
of patients. All children had elevated prolactin levels: 540—1778 mU/I (normal level, 90—540 mU/I). MRI of the brain revealed
similar abnormalities in the chiasmal sellar region in all the patients: anterior pituitary hypoplasia, thin or interrupted pituitary
stalk, ectopic neurohypophysis into the chiasm and the hypothalamic structures.

Ketotic hypoglycemia can be the first manifestation of congenital hypopituitarism before the growth failure. Hormonal results
showing secondary hypothyroidism, secondary adrenal failure, low IGF-1 and pituitary stalk interruption syndrome detected
by MRI are sufficient for making the diagnosis of congenital combined pituitary deficiency in children with hypoglycemia; GH-
stimulation tests could be avoided in these cases.

Keywords: case report, congenital hypopituitarism, pituitary stalk interruption syndrome, hypoglycemia, neonatal cholestasis.

BposkneHHBII TUTIONMUTYUTApU3M — penKoe 3a00-
JIeBaHUWE, YacTO MaHU(ECTUpyoollee B HEOHATATLHOM
Mepuosie KU3HEYTPOXKAIOIIUMHU TUTIOTJINKEMUSIMUA U
CUHIpOMOM XoJyiectaza. HecnennpuaHOCTh KIMHUYE-
CKO# KapTUHBI M CJIOXXHOCTb WHTEPIIPETALIMN TOPMO-

HaJIbHBIX MTOKa3aTesieil B HEOHATAJIbHOM BO3pacTe MpHU-
BOJAT K TTO3JHEN MTUarHOCTUKE BPOKIEHHOTO TUIIOMH -
TyuTapusma. 3a00JieBaHUE BBISIBJISIETCS B JETCKOM BO3-
pacTe Ha OCHOBAaHMM 3aJ€PXKKMU POCTa WIU TO3Xe IO
OTCYTCTBUIO cBOeBpeMeHHoro Iydeprata. MPT rosos-
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HOT'0 MO3ra MpU MOJ03PEHUH Ha BPOXKIESHHbBIN TUITOMM -
TYUTapu3M B OOJIBLIOM IPOLIEHTE CAydaeB MO3BOJISIET
BBISIBUTh CUHAPOM <«pPa3pbiBa» BOPOHKU TUmodusa B
paHHEM BO3pacTe U CBOEBPEMEHHO HauyaTh HEOOXOMU-
MYIO 3aMECTUTEIBHYIO TOPMOHAIBHYIO TEPAITHIO.

OnucaHue CAYy4aeB

[MpuBoauM omnucaHue 6 KIMHUYECKUX CIIydaeB
(KIMHUKO-1ab0paTOpHbIE NaHHBIE MPEICTABICHBI B
T1a6a. 1). Bce netu ObLIM 0OCIEIOBAHEI IO TIOBOMY T10-
BTOPHBIX TUIIOTJIMKEMUYECKNX COCTOSIHUM. Y 2 Imaiu-
€HTOB TUTIOTIMKEeMHMSI OblIa 3a(DMKCHUpPOBaHA B TIEPBEIC
CYTKM XU3HH. Y Bcex Aetei ¢ 1,5—2 jeT oTMeyanuch
SMU300Bl KETOTHMYECKMX TUIIOTJIMKEMMIA, pa3BUBaIO-
IIMXCSI, KaK TIPaBWIO, B yTPeHHUE Yachl U/MI1 Ha (poHe
VH(QEKIIMOHHBIX 3a00eBaHuii. [IBa pebeHKa IINTEIIb-
HO TIOJIYJaJIi TIPOTUBOCYIOPOXHYIO TepaImio 6e3 ad-
dekra. CpegHnit BO3pacT 3HIOKPHUHOJIOTMUECKOTO 00-
CIIeIOBaHMSI COCTAaBWII 3 Toma 9 Mec, TOrma Kak CpeaHMi
BO3pAcCT BBISIBJICHUS TUTIOINIMKeMUN — 1 rom 4 Mec.

B 4 u3 6 cnyyaeB uMeJIMCh YKA3aHUS Ha 3aTSHYBIILY -
FOCSI XKeJITyXy B HEOHATAJIbHOM TIEPHOJIEe, TIPUUEM Y IBYX
JIEeTeil HACTOIBKO BBIPAXKEHHYIO, YTO ITPOBOAMIOCH 00-
clieOBaHME IS NCKITFOUCHUS aTPEe3UH XKeJTIeBBIBOISI-
mwux nyreid. ITo gaHHBIM abopaTopHOro obcienoBa-
HUsI, OTMEYAJIOCh MOBHBIIIICHNE KaK MPSIMOM, TaK 1 He-
MpSIMOi (ppaKIIny OMIIMPYOMHA U 3HAYUTEITBHOE TTOBBI-
IIeHUe TTeYeHOYHBIX TpaHCAaMMUHA3. Y BCeX MalleHTOB
CHHIPOM XOJIecTa3a KyIIpoBaycs K 3—5 Mec XKU3HH Ha
¢oHe TpueMa mpernapaToB YPCOAE30KCHUXOJIECBOM KIUC-
JIOTBI WJIA CAMOCTOSITEJIBHO.

Hanuune KeTOTMYEeCKUX TUIIOTIUKEMUI SIBISICTCS
MoKa3aHWeM K MCKITIOUCHUIO AedUIMTa KOHTPUHCY-
JIIPHBIX TOPMOHOB: KOPTH30Jla M TOpMOHa pocTa. Ha
MOMEHT IIEPBUYHOIO O0CJIeIOBaHUS HU OOWH U3 IIe-
Teil, BKJIIOYasli caMOro CTapllero pebeHKa 8 JeT, He
ume 3agepxku pocra (SDS pocra ot —0,6 mo +1,8).
ITo pe3ynbpTaTaM KIMHUYECKOTO OCMOTpA, TaHHBIX 3a
MEPBUYHYIO HAAIIOUYEYHUKOBYIO HEOOCTATOYHOCTh HE
ob110. I[Tpy ropMOHaILHOM OOCIEIOBAaHUM Y BCeX Ma-
IIMEHTOB OBUIO BBHISIBJICHO CHIDKEHME KOHIICHTpPAIINHU
cBT4 (cpenHee 3HaueHue 8,6 MMOJIb/J MPU HUXKHEH
rpaHuile HopMbl 10 MMOIBL/JT) TIpW HOPMAaJIbHOM WU
YMEPEHHO MOBbIIIEHHOM coaepxXaHuu TTI, 4To cBu-
IEeTEbCTBOBAJIO B IIOJIb3Y BTOPUYHOTO TUIIOTHUPEO3a.
KoHleHTpamust KOpTU30ja Y BCeX IMallMEHTOB ObLIa
cHmxeHa: ot 37 no 130 HMob/11 (cpeqHee 3HaUeHHE 92
HMOJIb/1 ). Y OIHOTO MallMeHTa YpOBeHb KOPTHU30JIa,
OIIpeneIIBINNICS Ha (DOHE THUITOTIIMKEMUH, COCTaBUII
344 umons/n ipu HopMe G6osee 500 HMob/1. Comep-
xxanue NP1 y 601bIIMHCTBA MAIIMEHTOB OBUIO HUXE
OIIpeneTMMBIX 3HaUeHUM (<25 Hr/MJI) U HA y KOTO He
ITOCTHUTAJIO HOPMBL. Y BCeX AeTel comepKaHue ITPoIaK-
THHA ObUTO TIOBBIIIEHO OT 540 mo 1778 MEn/n (Hopma
90—540 mEx/m). TakuM 06pa3oM, Bce IeTH UMEJIH Jia-
OopaTopHBIe MPU3HAKN TUMOIMMUTYUTapu3Ma (BTOPUY-
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HBI TUIMOTHPEO3, BTOPUYHBIN TMIIOKOPTULIU3M M Jie-
¢uuut ropMmoHa pocra).

Tpem mnamuentam nposoauiauch CTI-cTumyis-
LIMOHHBIE MPOOBI ¢ KIOMEIMHOM, KOTOPhIE MOKa3alu
totajbHblli CTT-neuuut (ypoBeHb TOpMOHA POCTa HU
B OIHOI TouKe He mpeBbiman 0,5 Hr/MJ) IpU OTCYT-
CTBUH Y JIeTeil 3aIep>KKU pOCTa.

ITo nanneiM MPT roysioBHoro mMo3ara, y Bcex aeTei
ObLIa BbIsIBJICHA UACHTUYHASI KapTUHA U3MEHEHUI XU-
a3MaJIbHO-CEJISIPHOM O0JIACTU: TUITOILIa3usl aJIeHOTH-
nodu3sa, ariazus BOPOHKHM rMIodu3a U SKTOMUS Hell-
porunoduza B 00JaCTh XMa3Mbl M TMIIOTAJIaMUYECKUX
CTPYKTYp. JApyrux naTojJoru4ecKux MU3MeHEHU CTPYK-
TYPBI TOJIOBHOTO MO3Ta BBISIBJIEHO HE OBLJIO HU Y OJTHOTO
13 MaIMeHTOB.

YeThIpeM TallMEHTaM OB MPOBEAEH MOJEKYIISIP-
HO-TeHeTU4YecKrii aHanmu3 metonqoM NGS ¢ maHejlbio
T€HOB, OTBETCTBEHHBIX 3a Pa3BUTUE TMIOMUTYUTApU3-
Ma. [TaHenp BKJIIOYajIa ¥ TeHbl, aHOMAJIMK KOTOPBIX Ha-
XOIWJIM IIPYU CUHIPOME «pa3pbiBa» BOPOHKM TUIIOMU3a.
Hwu B ogHOM cilydae maToJoru4ecKux M3MEHEHUN BbI-
SIBJIEHO HE ObLIO.

BceMm maneHTaM ObUTIa peKOMEHIOBaHa 3aMECTH-
TeJIbHAsI Tepanusl NIIOKOKOPTUKOUIAMU M JIEBOTUPOK-
CHHOM. YUUTBIBasi OTCYTCTBHE 3a[eP>KKHU POCTa, TOJIbKO
3 13 6 manuMeHToB OblIa PEKOMEHIIOBAaHA Tepamus Ipe-
rapaTamMu ropMoHa pocta. HecMoTpst Ha 3aMeCTUTENb-
HYIO Tepalliio, Y OOJIBIIMHCTBA IMAallMEHTOB COXPaHsI-
JIUCh 3MM30Abl TUIIONIMKEMUYECKUX COCTOSHUI Ha
(doHe cTpecca wim MHGEKIMOHHOTO 3a00J€BaHus1, HO
HX YaCcTOTa OblIa 3HAYMTEIbHO HIDKE.

Pe3yAbTatbl husmkarbHOro, AabopaTopHo-
ro ¥ UHCTPYMEHTAAbHOTO NCCACAOBAHUS

Ilayuenm 1. IeBouka BriepBEIc o0ciieqoBana B DHILI
B Bo3pacTe 2 ieT 7 MeC B CBSI3U C TIOBTOPHBIMU STIM30/1a-
MM TUTIOTIMKeMUN. M3 aHaMHe3a U3BECTHO, UTO C POXK-
IIeHUs IeBOYKA HaOII0maIach 110 TTOBOMY XEJITyXH, 00-
YCIIOBJICHHOM XoJjecTa3oM. Y peOeHKa IT0m0o3peBan
aTPE3NIO KEITUYEBBIBOISIINX ITPOTOKOB, HO PE3YJIBTATHI
OMOIICMY TIEYCHM WCKIIOYWIM TAHHYIO I1aTOJOTHIO.
CuHIpoM XxojecTaza ObUI KyImHUpOBaH K 5-My MecCSIy
KW3HU Ha (poHEe MpHeMa IIperapaToB YPCOae30KCUXO0-
JIeBoit KucinoTel. K m1ByM rogaM y IeBOYKY TTeAUaTp BhI-
SIBWJI U30BITOYHYIO MAacCy Tejla M peKOMEHIOBaJl OTKa-
3aThCSI OT HOYHOTO KOPMJICHMSI M CHU3UTH KOJIMIECTBO
yrieBonoB B ruie. Ha aToMm ¢oHe B Bo3pacte 2 JieT 3
Mec y pebeHKa BIIEPBBIC YTPOM Pa3BUJICST TTU301 ITOTe-
pH CO3HAHMS C CyIOpoTraMu, ObUTa 3a(MKCHUpPOBaHA TH-
rormkeMust — 1,9 MMmomb/n. [1oBTOpHBIN 3MM301 TH-
MMONVIMKEMUM pa3BHIICS CITycTs 2 Mec Ha (pone OPBU,
TOorga Xe ObUTa OOHapy:kKeHa BBICOKAs KOHLIEHTPAIIWS
KETOHOBBIX TEJI B MOYE.

[Ipu moctymaeHUn B Bo3pacte 2 JieT 7 MeC pPOCT
96,2 cM (SDS: 1,8), macca tena 18,8 kr (SDS umrt: 2,59).
PebeHoK MpaBUIILHOTO TEJIOCIOKEHMSI, OTCYTCTBOBAIIA
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KAMHMKO-/\aﬁOpaTOpHaSl XapakTepucTuka naumeHToB C BPOXXA€HHBIM TMNONUTYUTapusmom

Bospact aeioa CuHapOM XoJie- Bospact cBT4, Koptusomn, UDPI, [TponakTuH,
[Maument Ilox TOTIHKEM I cTasa B HEOHa- TIepPBUYHOTO pocta TIMOJTb/JT HMOJIb/JT HE/MT MEn/n
TaJbHOM TIepUoae  00CIIeqOBAHUS (10—20) (150—650) (90—540)
11. C. X 2 roma 3 mec + 2 roma7 mec 1,18 7,78 117 <<25 844
2. T. M 3 Mec + 3 roma 5 Mec -0,15 6,9 112 <25 1778
33.M. X 2 rona 4 mec 2 roma 6 mec 0,19 8,0 65 <25 542
44, @, M 2 roma + 3roma 3 mec -0,6 10,0 130 28 524
55. K. M HeonaranbHo, + 2 roga 8 Mec -0,6 9,5 344 Ha one <25 686
3aTteM TUTOTTTUKEMU T
1 ron 4 mec
66. I1. X HeoHaranbHO 8 siet 8 Mec 0,27 9,6 37,3 32 926

Tpumeuenue. B ckobkax — HopMa.

CTUTMBI IUCAOMOpUOTeHe3a, obpaliajia Ha cebsl BHUMA-
Hue U30bITOUHAsI Macca Tesa. I1o opraHam u cuctemam,
10 TaHHBIM KJIMHWYECKOIO OCMOTpa, MaTOJIOTMU BhISIB-
JIEHO He ObLTO, pa3Mephl IIEYeHU COOTBETCTBOBAIN BO3-
pacTHOM HOpME.

I'opMoHaNbHBIN aHATIU3 KPOBU BBISIBUJ BTOPUYHBIH
runotupeo3 (cBT4 7,8 mmonan/n, Hopma 11,5—20,4),
TTT 3,2 MME/Mn (0,5—3,5) U HHU3KOHOPMAJIbHYIO
KOHIICHTpaLMIO KOpTU30jia B KpoBU — 117,4 HMOJIB/J
(77—630), ypoBenpb UDP1 He monmasajicst omnpenese-
Huto (<25 HIr/MJ1); comepKaHue MpoJaKTUHA ObLIO I10-
BbilIeHO — 844,3 MEn/n (99—540). ConepxaHue UHCY-
JinHa B KpoBu cocTtapisiia 0,2 MKEn/Mi Ha (hoHe rnke-
Muu 3,4 MMosib/i1. TakuM o6pa3oM, y I€BOYKHU C KETO-
TUYECKUMU TUTTOTJIMKEMUSIMUA UMETUCH TTPU3HAKU BTO-
PUYHOTO TUIIOTHPEO3a, BTOPMYHOIO TMIIOKOPTUIIM3MA
U AeduLIMTa TOpMOHA POCTa MPU OTCYTCTBUU 3aA€PXKKU
pocta. [Tpu MPT roioBHOro Mmo3ra BhIsSIBJIcHa TMITOTIJIa-
3usl ajeHorunogusa, amnjaasvds BOPOHKHU TUIopu3a U
SKTOIMS Helporumnodusa — Kiaccuuyeckasl «TpHuana»,
WU CUHAPOM «pa3pbiBa» BOPOHKM I'MIOGM3a, XapakK-
TepHas Ul MalMEHTOB C BPOXICHHBIM TMIIOIMUTYUTA-
DPU3MOM.

YuuThiBas HaJM4YMe HEOHATAJIbHOTO CUHAPOMA XO-
JiecTasa B COYETAaHUU ¢ KETOTUIECKUMU TUITOTJIMKEMUSI-
MM, BBISIBJICHHBIE TA0OPATOPHbBIC TPU3HAKU TUITONUTYH -
Tapu3ma 1 gaHHble MPT, peGeHKy Obl1 ycTaHOBJEH
JIMarHO3 BPOXIEHHOIO TUIIONMUTYUTapu3Ma 1 Ha3Have-
Ha 3aMecCTUTeJIbHas Tepamnus Kopredom U L-tupo-
KcuHOM. [IprHUMMasi Bo BHUMaHUE BBICOKMI POCT Jie-
BOYKU, OT TepaIiuy TOPMOHOM POCTA PEIIEHO ObLIO BO3-
nepxatbcesi. [Ipu auHaMu4YecKoM HaOmoAeHUY Ha (hoHe
WHTEPKYPPEHTHBIX 3a00JIeBaHUl, HECMOTpsI Ha 3aMe-
CTUTEJIbHYIO TE€panuio INIIOKOKOPTUKOMAAMU, OTMEYa-
JIUCh 3MU30MIbl TUIIOIJIMKEMHUU C TOTepeil Co3HaHUs,
YTO MOTpeOOBaJ0 Ha3HAUYEHUS MperapaToB IOpMOHa
pocta. CpoK AMHAMUYECKOro HabIoJeHUs 3a peOeH-
KOM Ha CEeTOIHSIIHUI IeHb cocTaBiseT 5 yeT. Ilocie
Hayaja Tepaluy mpernapaTaMyd ropMOHa pocTa 3IM30]
TUITOITIMKEMUYECKUX CYIOPOT ObLIT 3adMKCHUPOBaH Ofl-
HOKpaTHO Ha ()OoHe TpaBMHbI U cTpecca (Ha pebeHKa Ha-
nana codaka). ¥ 1eBOUKM OTMEUYAIOTCSI BHICOKUE TEMIThbI

pocTa Ha MUHUMAaJIbHOI 103¢e ropMoHa pocta (0,02 mr/
KT/CyT), OTMEYeHa HOpMaJIU3allis MacChl Tea.

Iayuenm 2. Manpuuk poauicsi B CPOK C Maccoit
tena 2600 r u mmHou 54 cM. TIpu poXXIeHWH BBISIBIEH
JBYCTOPOHHUI KpUNTOPXU3M. B CBSI3M ¢ MIMTENbHOI
KEITYXOl y peOeHKa 3aro103peHa aHOMAJIMST Pa3BUTHS
JKeJTYeBBIBOASIINX MyTel (aTpe3usi BHYTPUIIEYCHOUHBIX
MPOTOKOB?), HO B BO3pacTe 2 MeC NTMarHo3 ObLI UCKITIO-
yeH. C 2,5 Mec y MalbuMKa OTMeYaloTcsl TeHepaan30-
BaHHBIEC CYIOPOTH I10 YTpaM ¢ MepUOIUYHOCThIO 1 pa3 B
6 mec. B Bospacte 1 roma ycTaHOBJIEH SMMCUHIPOM M
PEKOMEHIOBaHA IIPOTUBOCYIOPOXHAsI Tepamnus Ierna-
KWHOM, KOTOPBIN MaJIbuMK Tojaydan B 1o3e 500 mr/cyT
Io 3-nmeTHero Bo3pacrta. HecMoTpst Ha Tepamnuio, y Majib-
Y1Ka CyIOpOoTy MOBTOPSIMCh. B Bo3pacTte 2 jieT 3 Mec Ha
¢oHe cymopor 3apuKCUpoBaHa TUMOTIUKEMUS, CYI0-
pOru OBLIM KYMUPOBaHbl BHYTPUMBEHHBIM BBEICHHEM
TJIIOKO3BI.

BriepBrie pebeHOK 00ciienoBaH 3HAOKPUHOJIOTOM B
OHII B Bo3pacte 3 neT 5 Mec, Korma pocT pedbeHKa co-
craBisin 97 em (SDS: —0,15), macca tena 14 xr (SDS umr:
—1,0). IIpu ocMoTpe CTUTM AUCIMOPHOTreHe3a HE BhISIB-
JIGHO, CEpAeYHO-COCYIUCTass M JIeTOYHas cucTema 0e3
MaTOJIOTWH, TICUEHb U CeJIe3eHKa He YBEJIMUEHBI, OTIpeie-
JISIICST ABYCTOPOHHMIA MaxoBbIit KpurnrtopxusM. [1o maH-
HBIM J1a0OpPaTOPHOTO OOC/IEeIOBAaHMS BBHISIBICH BTOPUY-
Hblid TunoTupeos3 (cBT4 6,9 nmons/i1, TTT 1,0 MEn/n),
BTOPUYHBIN TUIIOKOPTUIIU3M (KOPTU30J 112 HMOIB/T),
Hu3Kast KoHueHTpauys MPP1 (<25 Hr/mit) ¥ OBBIIICH-
Hasl KOHIeHTpanus nponaktrHa (1778 MEn/n). I1o naH-
HeiM MPT onpenensinack Tunoria3us ageHorunogusa,
9KTOIMS Helporumnodusa u areHe3us BOpOHKU. PeOeHKy
ObLT YCTAaHOBJICH AMArHO3 TMITONUTYUTapyM3Ma M Ha3Ha-
YyeHa 3aMeCTUTeNIbHAs Tepanusl L-TUpOKCMHOM, TOpMO-
HOM POCTa U INTIOKOKOPTUKOUIAMMU.

[1pu nuHaMMYeCcKOM HaOJIOIEHNH Y peOeHKa OTMe-
YyaJIUCh XOPOIIIMEe TeMIIbI pocTa, HO 1 pa3 B 2 roga Bo3-
HUKaJIU TUTIOTJIMKEMUYECKUE COCTOSIHUSI, HECMOTPSI Ha
MapeHTepaIbHOE BBeICHNUE INTIOKOKOPTUKOMIOB BO Bpe-
MS$I MHTepKYPPEHTHBIX 3a00sieBaHuii. B Bo3pacte 13 neT
npu nipo6e ¢ 'HPI™ He GbLIO MOMyYeHO afeKBaTHOIO OT-
BeTa TOHAIOTPOIIMHOB, HA OCHOBAHUM Y€TO JMarHOCTH-
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pOBaH TUITOrOHAIOTPONHBIA TMIIOTOHAIM3M M HayaTa
Tepanus IpenaparaMu TecroctepoHa. Cpok quHaMuye-
CKOro HabJofaeHMs cocTaBisier 13 jerT.

Ilauyuenm 3. IeBouka poauaach B CPOK ITyTEM Keca-
peBa ceyeHMsl (ITOMUYHOE TpeaJieskaHue) Maccoi Tefa
3290 r u nimHOM 52 cM. B 1-e CyTKM XXHU3HU 0TMEUaloch
aIrHo3, INIMKEeMUs He u3Mepsiiach. OTMevanach 3aTsoK-
Hasl xenTyxa. PaHHee pa3BuTue o Bo3pacTy.

B Bo3pacre 2 net 4 Mmec Ha poHe OPBU u oTkaza ot
ebl Pa3BWIKCh CYIOPOTY U ObUIa 3aMKCHpOBaHA T'M-
norjavkeMus. BriepBole o6cienoBaHa SHIOKPHUHOIOTOM
B OHII B Bo3pacte 2,5 net, SDS pocra: 0,19. Obpaiano
BHUMaHMe IepepacupeaesieHre MOIKOXHOM KNPOBOM
KJIETYATKU 110 a0AOMUHAILHOMY THUITY TIPY OTCYTCTBUU
n30bITKa Maccel Tena (SDS umT: 1,2). I1pu obcnenoBa-
HUU OTMeYaioch CHUKeHue cBT4 no 8 mMoJib/ pu He-
6osb110M TTOBBIIeHN KoHueHTpauyu TTT (8,7 MExn/m).
IIpu Y3U mmuToBUIHOI XKeJie3bl MaTOJIOTUM HE BhISIBIIE-
Ho. Takxke oTMeYaloch CHMKEHUE KOLICHTPALIMU KOp-
THU30J1a 10 65 HMOJIb/JI TIPU HOPMAJILHOM COJICepPKaHUU
AKTT, camxenne koHneHntpaunu UDOP1 (<25 Hr/min)
1 HeOOJIbIIIOE TTOBBIIICHUE KOHLICHTPALIMK ITPOJIAKTUHA
1o 542 MmEn/n. leBouke Obl1a peKOMEHI0BaHA 3aMECTU -
TeJibHas Teparus KopreoMm u L-TupokcruHOM. YUUThI-
Basi XOPOIIIYyI0 CKOPOCTh POCTa, OT TepalMyu TOPMOHOM
pocTa pelieHo ObLI0 Bo3aepxkaThes. Ha doHe Tepanuu
OIHOKPaTHO OTMEYaIMCh TMIIOTIMKEMUYECKIE CYI0PO-
'Y Ha (OHE MUILEBO TOKCUKOUHMDEKIIUMU.

B Bo3pacre 5 et poct aeBouku coctapiisit 107,4 cm
(SDS: 0,04), ormeyanach yOOBJIETBOPUTEIbHAsI CKO-
pocth pocta — 6,23 cMm/ron (SDS: —0,39). Bruia npo-
BeneHa CTI-ctumynsuuoHHast npoda ¢ KiopearuHoM,
Ha KOTOPOi He 0TMeUajIoch aJeKBaTHOIO BEIOpOca rop-
MOHa pocTa (MakcMMaJibHasl KOHIICHTpalus Ha (oHe
ctumyisiiun coctasmia 0,3 ur/mir). [Ipu MPT romos-
HOTO MO3ra BbISIBJIEHA TMIIOIUIa3usl aleHornumnodusa u
BOPOHKM U 9KTOINMUS Heliporunodusa. TakuM odpa3om,
ObLT TOATBEPXXACH NeMUIIUT TOPMOHA POCTa U PEKO-
MEHIIOBaHa 3aMecTuTeNbHasl Tepanus. CpoK TUHAMM-
YeCKOro HabIIOMEHMS COCTABIIsIeT S JIeT; Ha (hoHe Tepa-
MY TOPMOHOM pocTa, KopTedoM U L-TUPOKCUHOM TH-
MOIJIMKEMUYECKUX COCTOSTHUI 00JIbIlIe HE OTMEYaIoCh,
TEMIIbI POCTA YAOBJIETBOPUTEIbHEIE.

Iayuenm 4. Manbuuk poauscs Ha 42-ii Heaese
maccoii tena 4200 r u giuHoi 57 cM. B nepuHatanbHbIit
MepHO OTMEYAJIaCh 3aTSKHAs XKeJITyXa, KOTOPYIO CBSI-
3bIBaJIU C BHYTPUYTPOOHOI MHbeK1Iuel. PaHHee pa3Bu-
THe 6e3 0COOCHHOCTEM.

Bnepsoie B Bo3pacte 2 neT Ha ¢poHe OPBU oTme-
YaJicsl 3MM30/1 ITOBTOPHOM PBOTHI U cynopor. [Togo6HbIe
3IM301bl TTOBTOPSUIMUCH TPYIKIBI B TeueHue roaa. Ilpu
O3OI anMakTUBHOCTU BBISIBJIEHO He ObL10. B Bo3pacTe 3
JieT 3 Mec Ha (poHe cyaopor 3auKCUpoBaHa TUITOTIN-
Kemust | MMOJIb/JT U KETOHYPUSI.

B Bo3pacre 3 net 3 Mec BriepBbIe 00C/IeNOBaH dHA0-
kpuHojorom B ODHII, rae Ha oCHOBaHUM CHMXKEHHOM
koHueHTpauuu ¢BT4 (10 nmMosb/1), KOpTU30Ja KPOBU
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(130 HmMonb/m) 1 HU3KoM KoHLeHTpatmu MDP1 (28 Hr/mi)
OBLI 3aMoA03peH TUnonuTYyuTapu3M. Poct pedbeHka co-
OTBETCTBOBaJI Bo3pacTHoil HopMme (SDS: —0,6), HO oT-
MeyJajlach 3alepXKKa KOCTHOTO Co3peBaHUs (KOCTHBIN
BO3pacT COOTBETCTBOBaJd 18 Mec IIpyM IacroOpTHOM
3 roma 3 Mec). IIpu MPT ronoBHoro Mosra BbIsSIBIEHA
TMIIOIUIa3us TUIodu3a U 3KTOIMS Hedporurodusa B
obnactu gHa III xenymouka. PeGeHKy Oblia peKOMeH-
JIOBaHAa 3aMECTUTEJbHasl Tepaluds T'OPMOHOM pOCTa,
[JIIOKOKOPTUKOUIAMU U JIEBOTUPOKCHHOM.

OnHako Mo MeCTy XKUTeJIbCTBAa PeOEHKY ObLIIO OTKAa-
3aHO B TepalliM IperapaTaMy FOpMOHAa pOCTa BCJEM-
ctBUe OTCYTCTBMSI AaHHBIX CTT-CTUMYISLIMOHHBIX
npo6. Y pebeHKa ABaXIbl B TEUEHUE rola OTMEYaINCh
TMIIOTIMKEMUYECKUE COCTOSIHUSI C CyIopOoraMM Ha
(boHE MHTEPKYPPEHTHBIX 3a00JIeBAHUIA.

ITpu moBTOpHOM OOCJIEeNOBaHUM B Bo3pacTe 4,5 rona
pocT pebenka coctasisut 103,2 cm (SDS: —0,64), macca
tena 23,4 xr (SDS umt: 3,58). Manbuuky ObL1a MpoBe-
JieHa mpoba ¢ KJIogeIuHOM, MaKCUMaJIbHbI BBIOPOC
ropMoHa pocta coctaBuia 0,2 HI/MJI, YTO TTOATBEPIUIIO
totanbHblli CTI-gedunur. C 4,5 roma pedbeHOK MOJy-
YaeT 3aMEeCTUTEIbHYIO Tepallio MperapaTaMyu TOpMOHa
pocta ¢ xopownM 3ddekToM. 3a nocienywoiine 4 roga
TMIIOTIMKEMUYECKUX COCTOSIHUI HE OTMEYaJIOCh.

Iayuenm 5. Manbuux poauscs B CpOK MyTeM Keca-
peBa CeUeHMSI B CBSI3U C IIOMEPEYHBIM ITOJOXKEHHEM
mona maccoii tena 3390 r, anuHoii 53 cM. B pognome y
pebeHka 3acuKcUpoBaHa 6€CCUMITOMHAS TUITOTJIMKE-
Mmus 1,8 MMoOJIb/J1, 00CaenOBaHUS HE TPOBOAMIIOCH.

PanHee pa3Butue y pedbeHka Ipoxoausio 6e3 oco-
oeHHocTtell. ExxeqHeBHO peOeHOK Mojydyadl B HOYHOE
BpeMsl ciankue HanmuTku. B Bo3spacte 1 roma 4 Mec Ha
(boHe MOTHOTO 3MOPOBbS B YTPEHHHUE YaCHI 10 €/Ibl Y pe-
OeHKa pa3BUWJICS CYNOPOXKHBIN IPUCTYIT, KOTOPHIA KYy-
MMPOBAJICSI CAMOCTOSITEJILHO, IJIMKEMUS HE UCCIIeI0Ba -
nack. B Bo3pacte 1 ron 7 Mec — 3nu30/1 MOBTOPHOI pBO-
ThI 1 TIOMPAaYeHUs CO3HAHMUSI, BBISIBJICHA TUITOTJIMKEMUS
0,86 MMOJIB/11. 3aTeM TIPUCTYIHI TOBTOPSIIMCH 2 pasa,
KYITUPOBAJIKUCH CJAIKUMK HAITUTKAMMU.

BnepBbie pebeHOK 00cienoBaH 3HIOKPUHOJIOIOM B
Bo3pacTe 2 JIeT 8 Mec, KOoTaa pocT pebeHKa COCTaBIISLI
89 cM (SDS pocra: —0,68), macca Tena 18 kr (SDS umr:
3,9). Ilpu KIMHUYECKOM OCMOTpe oOpallajio Ha cebs
BHUMaHUE OXMPEHUE M MUKPOIIEHUC, STMYKU TaJIbII1-
POBAJIMCh B MOIIIOHKE.

IIpu nabopaTropHOM OOCJIEOOBAHUM BbISIBIEHDI
MPU3HAKKA BTOPUYHOTO TunoTupeosa (cBT4 9,5 nmonb/i,
TTT 1,8 MEn/n), cHmkeHue KouieHTparuu HMOP1
(<25 Hr/mi1) U MOBBIIIEHWE KOHLIEHTPALUU MPOJIaKTH -
Ha 10 686 MEn/n. Ha dhoHe runormkemuu 2,0 MMOJIb/JI,
BO3HUKIIIEH HaTOIIAK, COAepXaHWEe KOPTH30JIa KPOBU
coctaBwio 344 HMOJb/J1 (B HOPME YPOBEHb KOPTU30J1a
Ha (hOHE TUITOITTMKEMIHN JOJKEH MpeBbIath 500 HMOJTb/ ).
ITIpu MPT rojioBHOro Mo3ra BbISIBJIEH CUHIPOM «pa3-
pbiBa» BopoHku rurnodusa. [IpoBeneHHoe oOcienoBa-
HME MO3BOJILJIO YCTAHOBUTH TUArHO3 BPOXKIEHHOTO M-
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KAMHWYECKI CAYHAN

MONUTYUTApU3Ma M HavyaTh 3aMECTUTEJIbHYI TOPMO-
HaJIbHYIO Tepanuio. 3a mocjienymoime 5 jJeT Habaone-
HMS Y peOeHKa UMEIOTCS YIOBICTBOPUTEIbHbBIE TEMIThI
pocTa, coxpaHsieTcs1 U30BITOK MacChl Tejla, ABaXIbl Ha
(boHe MHTEPKYPPEHTHBIX 3a00JeBaHUI OTMEYaIuCh
3MU30/1bl TUIIOITIMKEMUHN C PBOTOI 06€3 Cyaopor, Kymu-
pylollecss BHYTPUMBIIIEUHBIM BBEICHUEM THUAPOKOP-
THU30Ha.

Ilayuenm 6. JIeBouka poausiach B CpOK Maccoii Tea
3350 r, mimHoi 54 cM. Ha 2-e cyTKu >XM3HU pa3BUINUCH
CyIOpOTH, altHO3 Ha hoHe runoraukemMuu 0,9 MMoJIb/ 1.
Crenyoluii  3MM301 CyIopor Ha (oHEe IIMKeMUu
1,7 MMOJIb/J1 BO3HUK B Bo3pacTe 1 rojga Ha (poHe MoJIHO-
TO 3[0pOBbSl B yITpeHHUE 4Yachl. B manapHeitneM cyno-
POXXHbBIE TIPUCTYIBI ITOBTOPSUIMCH C YacToToil 1 pa3 B
4—6 Mec Ha ¢oHe MH(MEKIIMOHHBIX 3a00JIeBaHW WU
ctpecca. PeGeHOK Iomyda MpoTUBOCYI0OPOXKHYIO Tepa-
Mo B TeueHue 4 et 6e3 apdexTa.

BriepBble SHIOKPHUHOJIOTOM AE€BOYKa ObLIa oOcie-
JIOBaHa B Bo3pacTe 8 JIeT 8 MeC B CBSI3M C TUTIOTJIMKEMU -
YeCKUM CMHAPOMOM. Ha TOT MOMEHT poCT IeBOYKHM CO-
crapisin 130,2 cm (SDS: 0,27), ckopocTb pocta —
4,93 cm/ron (SDS: —0,84). ITpu ropMoHaIbHOM 00CJIE-
JIoBaHUMU OOHapy>XeHa HU3Kas KOHUeHTpauus cBT4 —
9,6 nmoib/n (10—23), xoptuzona — 37,3 HMOJb/I
(150—650), ©U®P1 — 32 ur/ma (98—237) 1 OBBILLIECH-
Hasl KOHIIEHTpalusl nposiaktuHa — 926 mEn/nm (90—
540). IeBouke Obl1a mpoBeaeHa CTI -ctumynsiumoHHast
1npo6a ¢ KJIopeIMHOM, MaKCUMaJIbHas KOHLICHTPALIMS
ropMoHa pocTta coctaBuia 0,5 Hr/MJ1, YTO ITOATBEPXKIA-
eT totaibHblii CTI-mebunur. [Ipu MPT ronosHoro
MO3Ta BEISIBJICH CUHIPOM «pa3pbIBa» HOXKHU THIIOdu3a.
B Bo3pacte 8 jier 8§ Mec Obl1a HauaTa 3aMeCTUTEIbHas
rOpMOHaJIbHasI Tepanusi L-TUpOKCMHOM, KopTedoM u
ropMoHoM pocta. Ha ¢oHe Tepanuu y 1eBOYKM COXpa-
HWIKCh 3MU30/bl HEYKPOTUMOI PBOTHI C MOTEpeit co-
3HAHMS, KOTOPbIe KYIMUPYIOTCS MapeHTepaJbHbIM BBE-
JIeHHEeM TMAPOKOPTU30HA U IIIOKO3bl. B Bo3pacte 9 siet
OTMEUEHO Hayvajo Imybeprara.

OO0cyxaenune

OCHOBHOI TIPUYMHON OOpalleHUus JeTeil ¢ TUIOo-
MUTYUTAPU3MOM K SHIOKPUHOJIOTY SIBJISIETCS 3a1ePXK-
Ka pocrta. XOpolIO M3BECTHO, YTO KIMHWUYECKUMU
MpU3HAKaMM BPOXIEHHOro neduuuTa rOHaAOTPOM-
HbIX TOPMOHOB Yy MaJIbUMKOB SIBJISIIOTCSI MUKPOIIEHUC U
KPUNTOPXU3M. BHYTpUyTpOOHBII neULIUT KOHTPUH-
CYJISIPHBIX TOPMOHOB KOPTUJI03a U TOPMOHA pPOCTa MO-
KET MPUBOAUTH K TMITOIIMKEMUYECKOMY CHUHIPOMY B
Teproa HOBOPOXKIAEHHOCTH. OTHAKO AMArHO3 MHOXe-
CTBEHHOTO Ie(UIIMTAa TOPMOHOB aIcHOTUITOGN3a, KaK
MpaBUJIO, YCTaHABIMBAETCS T0O3Xe, Ha OCHOBAaHUM 3a-
Nep>XKKM pocTa. B Hallleit KoropTe nmauueHTOB MOBOAOM
IIJIs1 0OpaleHrs K 9HIOKPUHOJIOTY MOCIYXXKUIN MTOBTOP-
HbIe TUIOTIIMKeMUYecKre coctosgHusl. CpegHuii BO3-
pacT AIMarHOCTUKU TMITIONMUTYUTapU3Ma B Halllei rpyrine

DOI: http://dx.doi.org/10.14341/probl2017633182-188

MaleHToB cocTaBui 2,5 roga. Ha a3ToT MOMEHT HU y
KOTO 13 MAllMeHTOB HE OTMEYaloCh 3alepXKU pOCTa
(cpemnmii mokaszarenb SDS pocra: +0,4). V 2 manueH-
TOB B HalIlleil TPYIIIIe UMEIMCh aHAMHECTUYECKIE YKa3a-
HUMSI Ha HEOHATaJbHYIO T'MIIOIIMKEMUIO, HO 3aTeM Ha
(oHe yacToro KOpmJIeHHsI B Te4eHHUE 1-ro rona Ku3Hu
TUIIOTIMKEMUYECKUX COCTOSIHMIA y NeTeil He oTMeva-
JIoCh. J1eOI0T rMITOIMKEMUYECKOTro CUHIpOMa Y 00Jb-
IIMHCTBA HAIlIMX NAllMeHTOB ObUI CBSA3aH C IpeKpallle-
HMEM HOYHOTIO KOPMJICHUS WJIM C Pa3BUTHEM WHTEP-
KyppEeHTHBIX 3a00JieBaHui (CpeIHUIT BO3pacT 2 roaa).

OmHUM M3 paHHUX CUMIITOMOB BPOXXIEHHOI'O TMII0-
MMUTYUTapy3Ma SIBJISIETCST 3aTsDKHAs JKeJITyXa, 00yCIIOB-
JIEHHasI XxoyiecTa3oM. B Hallleli rpyrine naiueHToB CUH-
JIPOM  XoJiecTa3a OTMeYalicsi Y S5 HOBOPOXICHHBIX.
Y 2 peteil momo3peBai aTPE3UI0 KETYEBBIBOMSIIMX
IyTeli, Ho Ha (hoHe JICUeHUs MperapaTaMy ypCoIe30K-
CHUXOJIEBOI KUCJIOTHI XOJIECTa3 pa3peliwics K 3-My H
5-Mmy MecstaM xku3Hu. CUHIPOM X0JIecTa3a CBSI3bIBaloOT
C BHYTPUYTPOOHBIM U TEpPUHATAJIbHBIM Ae(UIIMTOM
[JIIOKOKOPTUKOMIOB, TIOCKOJIBKY Y ITAIITUEHTOB C M30JIH-
POBaHHBIM Ae(UIUTOM KOPTU30Ja TaKXKe OTMedaeTcs
3aTsDKHas xentyxa. B uccnenoanuu F. Mauvais u co-
aBT. [1] ObUTO MOKa3aHO, YTO Yy AETEil ¢ BPOXIACHHBIM
TUIIONUTYUTAPU3MOM M  XOJIECTa30M KOHIICHTPALIMSI
KOPTH30Jj1a ObUIa 3HAYMTEJIbHO HIDKE, YeM Y TallMeHTOB
0e3 HapyllIeHUsT OTTOKA XXEJI4M, TOrIa KaK KOHILIEHTpa-
v ¢cBT4 u UPP1 mpakrnuecku He pasnudanuch Ha-
3HaUeHUE STUM IMallMeHTaM 3aMeCTUTEJIbHON Tepanuu
[JIIOKOKOPTUKOMIAMU TIPUBOIMIO K KYIHMPOBAHUIO
CHMIITOMOB XOJIeCTa3a.

[MpryrHOIl BPOXAEHHOTO TUIOMUTYUTApU3Ma Y
BCEX HallIMX IMAllMeHTOB SIBUJICS CUHAPOM <«Pa3pbIBa»
BOPOHKM Turogusa, KoTopblii, mo gaHHeiIM MPT, xa-
paKTepU3yeTCsl TPUAIOW CUMIITOMOB: TMITOILIA3Us ajie-
Horumnodu3sa, runo,/amia3usi BOPOHKM M SKTOIUS 3all-
Heii mom runodusa. BriepBble CMUHAPOM «pa3pbiBa» BO-
pOHKM rumnocdusza 6bu1 onucaH B 1987 r. [2]. Yactora
BCTPEYaEMOCTH 3TOTO CHHIPOMA, O JaHHBIM JIUTepa-
Typsl [3], coctaBiseT 1:200 000. Kak npaBuiio, ornucaH-
Hasl TpMaja BCTPEUYAIOTCSI CPEIU CIIOPATUIECKUX CITyda-
€B TMIIONMUTYUTapU3Ma U PEAKO HaOMIonaeTcsl Mpu ce-
MeiHbIX opmax (10 5%) [4]. [IprunHa pa3BUTHS JaH-
HOro cuHapoma HeusBecTHa. I[lepBoHayaabHO OBLIO
3aMEUEHO, YTO CPEIM MALIMEHTOB C «Pa3phIBOM» BOPOH-
KU tunodusa 6oabmHCTBO (60% npoTuB 4% B TOITY-
JISILMK) OBLIO POXACHO B ATOAMYHOM MpeniexaHuu [5].
Bbruta copMynupoBaHa Teopust MEXaHMYECKOTO pas-
pbiBa cTeOJ1s1 rurmodu3a B MOMEHT POIOB 3a CUET HaTsI-
>KEHMSI CTeOJIsI M TpaBMBI B Y3KOM MecTe nuadparMbl
TYPELKOro celljla WM BO3HUKAIOLIEH MIIeMUN TaHHOM
obsactu. 1o Mepe HaKOTUIEHUST KIIMHUYECKUX TaHHBIX
ObLIM OMMCAHBI IMAallMEHTHI, POXICHHBIE B TOJIOBHOM
NpemiexXaHud 0e3 COIYTCTBYIOIIEH TUITOKCUU WA
pOXIeHHBIE TyTeM KecapeBa ceueHus [6]. B Hacros-
LW MOMEHT BBICOKHMI MPOIEHT SITOAUYHOTO Mpeiie-
JXaHUs Cpely MaleHTOB C TUIMOMUTYUTaApU3MOM O0b-
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SICHSTIOT BPOXXIEHHBIM Je(DUIIMTOM TOPMOHOB aJ€HOI M-
nousa U 1eGUUUTOM ApYruX (GakTopoB, TIPUBOLISL-
IUX K CHUXKEHWIO IBUraTeJbHOW aKTMBHOCTM IUIOAA
[6]. TIpy TipoBedeHMM TEHETMYECKMX WCCICHOBAaHMI
cpeau TalMeHTOB C CUHIPOMOM «pa3pblBa» BOPOHKU
runodu3a MyTalluy B FeHaX, y4acTBYIOIIHUX B 3MOpHO-
HaAJIbLHOM pa3BUTUM TUIO(MU3a, BBISBISIOTCS KpaiiHe
penko. Hanbonpiuii IpolieHT MyTallMil BBISIBJICH B Te-
Hax LHX3/LHX4, umeroTcs Takke eqMHUYHbIE OMuca-
HUs KJIACCUYECKOW «Tpuaibl» C MyTallMSIMU B TeHax
PITI, PROPI, PROKR2, OTX2, TGIF, HESXI [7].
C 1OMOIIbI0 3K30MHOIO CEKBEHMPOBAaHMSI HEIaBHO
ObLTH BBISIBJICHBI MyTaumy B reHax GPR161 u CDON 'y
MalMeHTOB C CUHAPOMOM pa3pbiBa CTeOJIsI rumnodusa
[8, 9]. JaHHbBIE TeHbI YYacTBYIOT B CUTHAJbHOM MYTH
Hedgehog B nepron sMOpHOHAILHOTO Pa3BUTUSI TUIIO-
Tajamo-runodusapHoii cucreMbl. [lpu TpoBeneHUN
MOJIEKYJISIPHO-TEHETUYECKOT'0 aHaIM3a Y HalllMX IMalu-
€HTOB MYTallMii B TeHaX, y4aCTBYIOIIMX B nuddepeHIm-
pOBKe rumnodu3a, BBISIBIEHO He ObLIO.

l'unepnponakTiHeMusi, KoTopasi HaOmonanach y
BCEX HalllMX MalleHTOB, BhISBIsIeTCS B 4—36% ciydaeB
MPU BPOXICHHOM T'MIIONMUTYUTApU3Me C CHUHIPOMOM
«paspbiBa» cTeds runodusa [10]. [IpuunHOt BOZHUK-
HOBEHUsI THMIEPNPOJIAKTUHEMUN Y BSTHUX IAlMEHTOB
cyuTaeTcs CHUKeHUEe 1o(haMUHEPruYecKOro TOPMOXKe-
HUSI CEKPELIMU TTPOJIaKTHHA 3a CUET IIPePhIBAHUS CBI3U
MEXIY TUIIOTaJIaMyCOM U TMNo(hU30M IPU aria3uu Bo-
POHKU runogdu3sa.

CASE REPORT

3akAloueHue

CUHIPOM KETOTUICCKUX TUIIOTJIUKEMUIA MOXET SIB-
JISTBCSA IEeOIOTOM BPOXKICHHOTO THITOIMMTYUTApHU3Ma
IIpY OTCYTCTBUU 3alepKK1 pocTa. HeoHaTambHEIN XO-
JIECTATUYECKMI CHHIPOM YacTO BCTPEUaeTCs Y IMallieH-
TOB C BPOXICHHBIM TUIIOTTUTYUTapu3MoM. Jlabopartop-
HBIE TIPU3HAKM BTOPUYHOIO TUTIOTHPE03a, BTOPHMIHOTO
TUIIOKOPTULIN3MA W HHU3Kasl KoHIeHTpanus HMOP1 B
COYETAaHUU C CUHIPOMOM «pa3pbIBa» HOXKU rUodusa
(1o marHBIM M PT) MOTyT OBITH TOCTATOUHBIMU IIJIST TV -
arHOCTUKM TUMOINMUTYUTApU3Ma y NE€Tel C TMMIOIJUKe-
MHWYECKUM CHHIPOMOM M HE TpeOoBaThb IPOBEICHUS
CTI-cTuMyISSIMOHHBIX TTIP00. 3aMecTUTeIbHAsT Tepa-
s TIperiapaTaMy TOPMOHA POCTa U TIIIOKOKOPTUKOM-
JaMHu HeobxommMa Uit IPO(MIUIAKTUKY THIIOTJIUKEMM -
YeCKOI0 CMHAPOMA y IeTeil ¢ BPOXKICHHBIM TUIIOTTUTYH -
Tapu3MOM, OOYCJIOBJICHHBIM CHHIPOMOM <«pa3pbIBa»
HOXKM TUIodu3a.

JOINOJTHUTEJIbHAA NTHO®OPMAILIUSA

Cornacue namuenTa. [lanmeHThl TOOPOBOJIBHO MOAMKMCATN WH-
(opMUpoBaHHOE corlacue Ha TMyOJMKALWIO TMEepCOHATbHOM Memu-
LIMHCKOI MH(pOpMalMK B 06e3TMYeHHOI (hopMe.

Kou(pamukT naTEepecoB. ABTOPHI N€KIapUPYIOT OTCYTCTBUE SIBHBIX
U TIOTEHIIMAIbHBIX KOH(MIMKTOB MHTEPECOB, CBSI3aHHBIX C IyOIMKa-
LIMEN HACTOSILEH CTaTbU.
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