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TpuxorenatoaHTepasbHbIi CUHAPOM (CUH. CUHAPOMHas, peHoTunnyecKas anapes, SD/THES) — penxkoe BpoxxaeHHoe 3a60-
JiIeBaHne ¢ NpenmMyLLEeCTBEHHbIM MOPaXKeHNeM KULLIEYHUKA. TTpn4nHOM ero pa3Bntus ABAsIIOTCS MyTalmnm reHoB SKIV2L vnan
TTC37. XapaKtepun3yeTcsi BHYTPUYTPOBHOM TMIOTPOPHUEN, TSIKE/ION XPOHMYECKON Anapeen ¢ e6loTOM B MIafeHYECKOM
BO3pacTe, XapaKTepHbIMK YepTamu mLa M 0COBEHHOCTSIMM POCTa BOJIOC, UMMYHHbIMMW HapyLeHnamu. NpnBoaaTes AaHHble
0 ABYX naymeHTax ¢ TpMxorenaTodHTepasbHbIM CUHAPOMOM, OC0KHEHHbLIM KPOHOMNOAOGHbLIM 3aboneBaHneM. Cay4amn Tpu-
XorenaTtoaHTepPasbHOro CUHAPOMAa M €ro OC/0XKHEHWS B BUAE KPOHOMNOAO6HOIro 3ab0o/ieBaHUs OMUChbIBAKOTCS B POCCHIACKOM
MeANLIMHCKOM ITepaType BrepBble.

Knro4yeBble cnoBa: cUHAPOM MaibabCcopbLmM, KMLLIEYHas HeA0CTaTOYHOCTb; NapeHTepasbHoe, IHTEPAsIbHOE NUTaHue; TPU-
XorenaTtoaHTepPasibHbIN CUHAPOM, CUHAPOMHAas (peHoTunnYecKas) guapes.

(Ana uyntupoBaHusa: PocnasueBa E.A., bopoBuk T.3., Uumbanoa E.I., AHyweHko A.O., MNMoTtanos A.C., Jloxmatos M. M.,
YawmHa U.J1., bakpaase M. /1. Cnyvyau TpuxorenatodaHTepasbHOro CMHAPOMa (CUHAPOMHOW Anapen), OCIOKHEHHOIO KPOHO-
nofo6HbIM 3a6oneBanneM. Boripockl coBpemeHHou neanatpun. 2015; 14 (3): 416-421. doi: 10.15690/vsp.v14i3.1381)

BBEAEHMUE e abcopbLMK UK TPaHCNOopTa NULLEBBIX BELLECTB U 31EK-
BpoxaeHHble guapenHble 3aboneBaHuns (Congenital TPOJIUTOB;
Diarrheal Disorders, CDDs) npeacTtaBnsitoT Cepbe3Hyto e anddepeHUUPOBKN IHTEPOIHAOKPUHHDBIX KINETOK;
npobnemy neavaTpuU4ecKon racTpPO3HTEPOSOrMU B CBA3U ®  WHTECTUHa/IbHOr0 UMMYHHOIO OTBETa;
C UX PELKOCTbIO, KpanHEN TAXECTbO TeYEeHUS, CIOXKHOCTbIO e auddepeHUNPOBKM 1 Nonsipmuaalmm aHTepoumToB [1].

[AWarHOCTUKKN U BefeHUst 60JbHbIX. [eHeTMYeCcKne OCHOBbI TpuxorenaToaHTepanbHblIM CUHAPOM (CUH. CUHAPOMHas,
3TON rpynnbl 6071€3HEN B HACTOSLLIEE BPEMS B OCHOBHOM deHoTunNMyeckana Aauapes, Syndromic Diarrhea/Tricho-
paclwudpoBaHbl, a B psae cnyd4aeB pa3paboTaHo natore- Hepato-Enteric Syndrome, SD/THES) npuHaanexur K nocnea-
HeTU4YecKoe (MPenMyLLeCTBEHHO [AMETUYECKOE) NleyeHue. Hen rpynne. CUHAPOM CBSi3aH C MyTauusamu B reHax T137
BbigenatoT 4 rpynnbl BPOXAEHHbIX AWapen, Bbl3BaHHbIX (5915) nnn SKIV2L (6p21.3). CUHAPOM XapaKTepusyeTcs
HapyLeHUIMH: NATbIO OCHOBHBLIMW CUMMTOMaMM: TAXENON Anapeen, KOTo-
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Cases of Trichohepatoenteric Syndrome (Syndromic Diarrhea)
with Underlying Crohn’s Disease

Tricho-hepato-enteric syndrome (syndromic, phenotypic diarrhea, SD/THES) is a rare inborn disease, which affects bowels. It is
caused by the mutation of genes SKIV2L or TTC37. Manifestations include intrauterine hypotrophy, severe chronic diarrhea, which
starts in infancy, characteristic facial features and hair growth abnormalities, inmune disorders. There are data on two patients dealing
with tricho-hepato-enteric syndrome with underlying Crohn’s disease. This is the first description of cases of aggravated tricho-hepato-
enteric syndrome ever found in Russian medical literature.

Key words: malabsorption syndrome, intestinal failure; parenteral, enteral nutrition; tricho-hepato-enteric syndrome, syndromic
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pasi Ha4yMHaAETCs C MNEepPBbIX MECALEB MW3HW U MPUBOAUT
K 3aBUCMMOCTWM OT MapeHTepanbHOro nuTaHua (KMLWeYHOM
HeAO0CTaTOYHOCTH); MMLEBBLIM AM3MOPOU3MOM; HapyLEHNEM
pocTa BOMOC; MMMYHHbIMW HapylEHUSIMW; BHYTPUYTPOOHOM
3aepXKKoN pocTa nnoaa.

Hue npeacraBneHo onucaHwe ABYX CllydaeB Tpuxore-
naTo3HTEPaNbHOro CUHAPOMA, OCNOXHEHHOIr0 KPOHOMOA06-
HbiM 3aboneBaHueM, y AeTen, HabnaaBWNXCA B KIUHUKE
Hay4Horo ueHTpa 3a0poBbs aeten (HLU3/, Mocksa).

K/IMHUYECKHUE NPUMEPDI

MauyunenT U.B., pata poxgenusn 15.10.2003

Manbynk Habnwogaetca B HU3/[ c wecTtumecsyHoro
BO3pacTa.

AHaMHe3

PebeHOK OT M0OnoAbIX, 30POBbLIX poanTenen; 6pak Hepoa-
CTBEHHbIW, MaNbyunK OT NepBon 6epeMeHHOCTH; Ha 36-1 Hep,
rectaumm AMarHOCTMPOBaHbl rMNOTPOdUS naoga, NPU3HaKK
deTonnaueHTapHon HegocTtatodHocTu. Poabl Ha 40-1 Hen
nytem KecapeBa cevyeHus. Bec npu poxxkgeHun 2200 r, pocT
46 cm. lNocne poxaeHUs BbiSiBNEHbI BPOXAEHHbIE MOPOKK
cepaua: fedeKT MeXIKenyoo4KoBOM Neperopoaku, OTKPbl-
TbIi apTepuanbHbl NPOTOK, CTEHO3 a0PThl, HEAOCTATOYHOCTb
aopTaNbHOro Knanaxa.

C nepBbIX CYTOK KM3HWU — HEYCTOMYUBLIN CTYyN, B 2 MeC
OTMEHEHO rpyaHOe BCKapM/MBaHWe, Nony4yan HU3KONaKTo3-
HYIO CMeCb, COEBYIO CMeCb, 6e3 adpdeKTa. OTMeUeHbI Nporpec-
CMBHOE CHW)KEHWEe anneTuTa, OCTaHOBKa BECOBOW KPUBOW,
¢ 2,5 MecC ¥n3Hu — npody3Has agnapes ¢ OAHOMOMEHTHOM
notepen maccol 300 r, remokonut. focnutanuanposaH B KB
N2 38 r. MOCKBbI B TAXE/IOM COCTOSHWU MO MPUYUHE IKCHU-
Ko3a, runotpodumu lll cT., MHTOKCHMKaumun. AunarHo3s: «Cencuc,
[BYCTOPOHHAA MHEBMOHMWS, BPOXAEHHbIM MOPOK cepaua,
3KccyaaTUBHaA aHTeponaTtus». OTMEYEHO CHUMKEHUE KOHLEH-
TpauuKU CbIBOPOTOYHbIX MMMYHOrN0o6ynuMHOB. lNonyyan mac-
CVBHYIO aHTMGaKTepuanbHyl0 Tepanuio, napeHTepanbHoe
NUTaHWe; HECMOTPS Ha MPOBOAMMOE fle4yeHue, nepuoanye-
CKM BO3HMKana npodysHas gnapes, B Bece He npubasns.

IMpm noctynneHnn

B Bo3pacTte 6 mec nepeBeieH B AMAarHOCTUYECKOe OTae-
nenne HU3[A ¢ maccon 3500 r. Ctyn — 10-12 pas/cyr,
BOASHUCTbIN, CO CNU3bIO, 3e/1EHbIO. ANNETUT PE3KO CHUKEH,
3Kcuko3 Il ct. MpoBoamMnacb mMaccMpoBaHHas aHTUOaKTe-
puanbHas Tepanus B YCMOBMSX MOHOrO NapeHTepanbHOro
nuTaHua. Yepes 2 Hep nocne NOCTynfieHMs Hadyato Apo6-
HOe KOpPMJIEHME CMECbl0 Ha OCHOBe ruaponusarta 6eska.
Ha ¢oHe neyeHuns aBneHns cencuca KynmpoBanmcb, OHaKO
CTyN OCTaBa/cs HeyCcTon4MBbIM, A0 8 pa3/cyT. O6beM nuTa-
HUA — He 6onee 400-500 mn/cyt. lnarHo3d Tpuxorenarto-
3HTEpanbHOro cuHApoMa 6bln NOATBEPKAEH OOHAPYKEHNEM
MyTauuun reHa TTC37 (reHeTM4yecKoe TeCTUpPOBaHWE BbIMON-
HeHo B [epmanuu, University of Munich).

B Bo3pacTe 6 neT — 3ann30/4 reMoKon1Ta C Pe3Kon note-
per macchbl Tena.

MpK KONOHOCKOMWUK: cnmM3ucTas 060/04Ka NonepeyHo-
060404HOM KULIKM OTeYHasi, rMnepemMmupoBaHHas, cocyau-
CTbIi PUCYHOK dparMeHTUpPOBaH, CKIaAKN YTOJILLEHbI, OTEY-
Hble, TOHYC KWULWKK CHUXKEH. POCBET HUCXOAAWEN KULLKK
CY)EH 3a CYeT OTeKa; OTMe4vaeTcs NPUCTEHOYHOE Haoxe-
HMe BA3KOW 6enecoBaTtomn Cau3un, YepeaoBaHMe HopMasbHOM
C/IM3UCTOM 0BO0I0YKMN C PE3KO OTEYHOW, TMNEPEMUPOBAHHON,
C ry6oKMMU 3BEHHbIMU fedeKTaMn B BUAE «CNefoB YyIuUT-
Ku» 0T 2 0o 15 MM. CKNaaKM HUCXOASALEN KULIKN OTEYHbIE,
3/1aCTUYHOCTb UX CHWXXEHA; KUWKa purkaHas. MNpocBeT cur-
MOBMWAHOW KULIKW CYXKEH 3a cyeT oTeKa. [1pocBeT npsmMon
KULKKM COXpaHeH, OTMEYEHO YMEPEHHOE KOMMYECTBO ClN3M;

Puc. 1. KonoHocKonuyecKkas KapTvHa y nauveHTta W.b. B Bo3pacTte
6 NeT: aKTUBHbIV KOSIUT, BUAHbI NPOAOSIbHbIE TPELLMHbI CIM3UCTON
060M04KM TOSICTON KULLKK (CTPENTKK)

cnu3ncTas 0b0/104Ka oTeyHas, rmnepeMmpoBaHHas, ¢ MHO-
¥ecTBoM adT A0 2 MM, MOKPbITbIX PUOPUHOM U WENEeBUAHOM
A3BOW C HErNMYOGOKUM LHOM, MOKPbLITON GUOPUHOM, A0 12 MM
B [AMameTpe; COCYAMCTbIM PUCYHOK He BW3yanusunpyetcs;
CKJTa[lKM OTEYHbIE, 3TaCTUYHOCTb UX CHUMEHA; KULLIKa pUrna-
Hasi; MapruHanbHble CTONGbI OTeYHble (pUuc. 1).

Ha ocHOBaHWKM pe3ynbTaTtoB GMOMNCUKM CAUM3UCTOM 060-
JIOYKM TOJICTOM KMULIKM AMarHoctTMpoBaHa 60ne3Hb KpoHa.
Has3HayeHO nonHoe napeHTepanbHOe NuTaHue, npenapartbl
INIIOKOKOPTUKOMAOB, KYpPCOBOE BBEAEHWE MOHOKIOHAMNbHbIX
aHTUTEN K GaKTopy HEKPO3a Onyxonun o (MHGMKcumao, aja-
nmymab), 4To aBano HEMOCTOSAHHbIN 3hdEKT.

Pe3ynbtatbl 06cnegoBaHus B Bo3pacte 11 ner

Y3W opraHos 6ptowHon nonoctu (09.10.2014): npu3Ha-
Ku renatomeranuu ¢ audedysHbIMU M3MEHEHUAMMU NAPEHXM-
Mbl nedenn. Y3U cepaua (09.10.2014): BpOXKAEHHbIV NOPOK
cepaua, KOMOUHMPOBAHHbLIM MOPOK aopTafibHOro KnanaHa.
330daroracTtpoagyoaeHockonua (15.10.2014): TepmMuHanb-
HbI 930arunT, aHTPyM-racTpuT, AYOAEHMUT, EIOHUT.

AmarHos

CuHapoM Manbabcopbuun: TpuxorenaTtosHTepas bHbIN
CUHAPOM (CMHApPOMHas aunapes). KuweyHaa HegocTaToy-
HocTb. KpoHonogo6Hoe 3aboneBaHue. benkoBo-aHepreTu-
yecKasi HeoCTaTOYHOCTb MUTaHWUS TAXKENOoW cTeneHun. Xene-
304ePUUMTHAA aHEMUS TAKENOW cTeneHu. BporKAeHHbIN
NMOPOK cepaLa: KOMGUHUPOBAHHbINA MOPOK aopTanbHOro Kia-
naHa. [pybas 3ageprKa NcMxopeyeBoro pasBuTus.

JleyeHune

[JomallHee MNonHoe napeHTepanbHoe MUTaHWe CMeChio
3B 1 (CMO®dKabuseH LieHTpanbHbI, PpeseHnyc Kabu, lepma-
Hus), 986 MmN exxeaHeBHO, 3a 10 4, B/B KanenbHO + NapeHTe-
panbHO CMECb MUHEpPanbHbIX BEWECTB + XMPOPACTBOPUMbIE
BUTaMuHbl (10 M), BOAOpacTBOpUMblE BUTaMUHbI (10 mn).
MuHWManbHoe aHTepanbHoOe NUTaHWe CMeChio Ha OCHOBE CMe-
cn aMuHokucnot (500 mn/cyT), npenapaTtbl 5-aMUHOCaNULN-
noson Kucnotbl (5-ACK), 30 mn, peKTanbHas cycneH3us) —
exeaHeBHo, 5-ACK no 500 mr per 0s exXeaHEBHO.

Ha puc. 2 npeacTtaBfieHbl TeMmnbl GU3MYECKOT0 Pa3BUTUS
nauveHTa.

MauumeHT A.B., faTta poxaeHus 06.08.2008

AHaMHe3

Manb4mMK OT PM3MONOrMYECKN MPOTEKABLIEN GEPEMEH-
HOCTW; GpaK HEPOACTBEHHbLIN; POAbl CaMOCTOSATE/IbHbIE Ha
42-n Hed. Bec npu poxaeHun 2600 r, pocTt 50 cm.
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KnuHun4yecKoe Ha6GnogeHue

Puc. 2. NoKkasatenu ¢manyeckoro pa3sutus 6onbHoro M.b. ¢ poxaenna go 11 net, SDS

200 A
180
160
140
1204 - |- 2 -

+3SD
+28D
CpeaHuit
-28D
-3SD

D ® O
o O O
! !

AnvnHa Tena/pocTt (cm)

Hopmbl BO3 no pocTty/pa3suTuio geten (o1 poxa,. Ao 60 mec). CnpasoyHble Tabnuusl BO3, 2007 1. (61 mec — 19 neT)

+3SD +38D

+28D

Cpennmii

-28D
-3SD

L e e e e o Bt s R B s B
0 24 48 72 96 120 144 168 192 216 240
A Bo3spacT (B mecsauax) 5

— - BoapacT: 11 net 0 mec (132 mec), z-ckop: -3,43

— T T T T T T T T
0 12 24 36 48 60 72 84 96 108 120
Bo3spacT (B mecsauax) B

Lo e e e e B U H S e S L B e e
0 24 48 72 96 120 144 168 192 216 240
Bo3pacT (B mecsauax)

— - BoapacT: 11 net 0 mec (132 mec), z-ckop: -2,15

lpumevaHue. A — poct/Bo3pacT, b — macca Tena/Bo3pact, B — nHAeKC maccol Tefla/Bo3pacT. PedepeHcHble 3Ha4YeHUs pacCHmUTaHbl
¢ nomouibto nporpammbl WHOANthroPlus (odvumanbHasa nporpamma BecemupHon opraHmMsaumnmn 3apaBooxpaHeHus).

BrnepBble rocnutanuMavpoBaH MO MECTYy KUTeNbCTBa B
[OBYXMeCsS4HOM BoO3pacTe ¢ avapeen ao 15 pas/cyt ¢ guar-
Ho30M «[ductpodusa no Tuny runotpodpuun. ucbakrepnos
KuweYyHuKar. [Monyyan neyeHue: 6e3nakTo3Has cMecb, CMECh
Ha OCHOBE rnaponm3ata 6enKa, aHTMbaKTepuanbHas Tepanus,
NPO6GUOTUKKM, COPOEHTbI, NMaHKpeaTuyeckne depmeHTbl, B/B
UMMYHOINOBYNNHBI, C HEMo-
CTOSIHHBIM 3P DEKTOM.

B Bo3pacte oT 6 mec

Puc. 3. MNauwneHT A.B.
B Bo3pacTe 4 net

0O 2 neT HeoAHOKpaTHO
B TSXKENOM  COCTOSIHMU
rocnuTannM3npoBaH No mMec-
TY XXUTENbCTBA C anobamu
Ha XWOKWWA CTyn, noTepto
Beca, NogbeMbl Temnepary-
pbl Tena fo cy6bebpunbHbIX
umodp. AnarHos: «CuHapom
ManbabcopbLnN  (303UHO-
dunbHaa aHTeponaTua?).
HenepeHocumocTb 6enKa
KOpOBbEr0 MOMOKa. [uno-
Tpodusa Il ct. AHemwus
CMELWaHHOW  3TUOJIOTUMD.

JleyeHune: UMMYHOrno6ynuH
yesiloBeYyecKku B/B, NPodu-
OTUKM, KULLEYHble aHTucen-
TUKK, GakTepuodaru, npo-
TUBOrpuMOKOBbLIE CPEACTBa,
cop6eHTbl, WHOY3MOHHaN
Tepanus, BUTamMUHOTEpa-
nus, aHTubakTepuanbHas
Tepanus B/B W per 0S, NaH-
KpeaTnyeckne ©GepMeHThI,
COPOBEHTHI, L-KapHWUTUH, Npe-
napatbl )Kenesa, CMecu
Ha OCHOBE [lyBOKOro Iu-
aponuzata 6enka, napeH-
TepanbHoe nuTaHue, npea-
HM3010H B pgo3e 20 Mr.
CuHapoMm manbabcopbumu
COXpaHsaACcs, NepUOANYECKU
HabnoaanmMcb MHPEKLMOH-
Hble OCNOXHEeHWs, npubas-
Ka Beca He3HauyuTenbHas.
B Bo3pacte 2 net 7 Mec
B HUW neamatpun n geTcKon
Xvpyprun r. MOCKBbI ycTa-
HOBJIEH AnarHoa: «Hecneuu-

Bua, B — nsaATHa «Kode
C MOJIOKOM».

PUYECKNI S3BEHHBIN KOMUT BbICOKOM aKTMBHOCTU. CMHAPOM
Manbabcopbumun. 3ageprkka GU3M4EeCKoro MOTOPHOro pasBu-
THs». PN KONOHOCKOMUK OBGHAapPYXEHbI MPU3HAKN 3PO3UBHO-
S1I3BEHHOMO KOJIUTA C MHOXECTBEHHbIMM NonMnamu. HasHaveH
cynbdacanaduH 250 Mr/cyT, KOTOpbIM B nocneayowem 6bin
OTMEHEH B CBfI3M C HapacTatloLlen TPOMOOLMTONEHNEN.

Mpn noctynneHnm

B Bo3spacte 2 net 9 mec pebeHOK Oblal BnepBble obcrne-
posaH B HU3/J. MNocTynun B TAXENOM COCTOSIHWUM C Bblpa-
YEHHbIM CMHAPOMOM Manbabcopbumu, runotTpoduen (Bec
6,8 Kr — peduunt Maccbl 45%; poct 76 cMm), avapeen,
3NEKTPONUTHBIMU HaPYLUEHUAMU, aHEMUEN, BbICOKMMM NOKa-
3aTensiMu BOCNaanTeNbHON aKTUBHOCTHM (1EMKOLMTO3, BbICO-
Kasa CO3, aHeMus — remorno6uH 71 r/n), TPOMOOLUTOMNEHK-
et (61X10%2/n). 3adMKCMpOBaHbl 0COGEHHOCTH beHoTUNa:
/IMLIEBbIE @aHOMa/nKU, HapylleHUs pocTa BOJSIOC, TMMNEepnur-
MEHTaUMsA KOXKM Mo Tuny «Kkode C MOSIOKOM», MbllleyHas
rMNOTOHMSA (puC. 3), OTCTaBaHWE B NCMXOMOTOPHOM Pa3BUTUM
(puc. 4), aHomanuu pocta Bosoc (puc. 5).

Mpn KONOHOCKOMWKU: pPacrnpocTpaHEeHHbIM 3PO3UBHO-
3BEHHbIN KONUT (puc. 6). [uctonormyeckoe wmccrnenoBa-
HWe GMONTATOB TOJICTOM KULIKW NMPOAEMOHCTPUPOBAO Npu-
3HAKM MACCMBHOIO BOCMaNEHUs CAUM3UCTOM OBOMOYKK, YTO
He MO3BOJIANIO UCKIOYUTL 6one3Hb KpoHa. lMpu 33odaro-
racTpoAyoAEeHOCKOMNUKN: racTpuT, AYOAEHMUT, etoHUT. bruoncus
TOWEN KULLKK: TUCTONIOMMYECKasa KapTuHa cybaTtpodpuryecKko-
ro €eOHUTa C runepnaasnen Kpunt (puc. 7).

AnarHos

Pe6eHKy noctaBneH gMarHos: «<bonea3Hb KpoHa». OgHaKo,
y4yuTbiBas crneympuyeckun deHotun, Manbabcopbuuio ¢
poOXAeHUS, BbINI0 BbICKA3aHO NPefnonoXKeHEe O Haln4yum Tpu-
XOrenatoaHTepasbHOro CMHAPOMa (CUHAPOMHOW AMapen).

JledyeHue

B oTaeneHnn Ha3HayeHO NapeHTepanbHOEe MuTaHue +
L-anaHun-L-rnytamuH (AnnentuBeH, ®pe3ennyc Kabu, fepma-
HUS), BUTaMWUHbI NapeHTepanbHO, aHTMGaKTepManbHas Tepa-
nusl, aAMMETUOHMH, METUINPEAHM30JIOH (25 MI ¢ MeasIEHHbIM
CHUXKEHWEeM A03bl), mecanasunH, 5-ACK, dnykoHa3os, oKTpe-
oTna, antoMuHua docdaTta renb, Kanus, MarHusa acnaparu-
HaT, MeHaauoH, Xeneasa lll rngpoKcra-caxapo3Hbin KOMIIEKC
B/B. Ha doHe nevyeHnss oTmMeyeHa MonoXKuTenbHas AMHaMu-
Ka: pebeHoK npubasun B Bece 500 r, ctyn — 3 pasa/cyT.
MauuneHT He nuxopaaui, bl aKTUBEH, Aenan NonbITKU XOAUTb.

[Nocne BbIMMCKM M3 CTauMOHapa ManbyuK Habnogancs
Nno MECTY XMTENbCTBA, EMY NEPUOANYECKU MPOBOANINCH Kyp-




Puc. 4. BHelwHui BMA 60nbHOro A.B. npu noctynnenun B Hay4HbIM LEHTP 340POBbS AeTe (Bo3pacT 2 roaa 9 mec)*

lMpumeyvaHme. * Tlony4yeHO NUCbMEHHOE pa3pelleHne Matepu Ha nybnukaumio dotorpadumn pebeHKka.

Puc. 5. PocT Bonoc y naunenTta A.B.

lMpnmeyvaHme. A — B Bo3pacTe 2 neT 9 mec, b — B Bo3pacTe 4 nert.

Cbl NApeHTepPanbHOro NUTaHUS, OH MOCTOSIHHO MoJyYan npe-
napatbl ACK, naHKkpeaTnieckme GbepMeHTbl, 04HaKO CUHAPOM
Manbabcopbumnn coxpaHancs. B ganbHenwem HeogHOKpPaTHO
Nleynncs B OTAENEHUM TacTPO3HTEePOonorun. HenpepbiBHO-
peumanBupylolLlee Te4eHne KpoHonogoOHoro 3abonesBaHus
noTpe6oBasno neyeHnss MHOANKCMMaboMm.

B Bo3spacTte 4 5ieT OTMEYEHO HapacTaHue HapyLlweHWn
docdopHo-Kanbuneroro obmeHa, Ha GoHe BTOPUYHOIrO
runepnapatupeosda chopmupoBanach gedopMauns HUK-
HUX KOHe4yHocTeW. pu KOMOHOCKOMWWU: 3PO3UBHO-S3BEH-
HbIA MaHKONWT, 3HAOCKOMMYEeCKass KapTuHa COOTBETCTBYET
605e3HM KpoHa B cTaguu MHOUNLTPaLIMN.

Pe3ynbTatbl 06cnegoBaHns B Bo3pacre 6 sieT 3 mec

Mpun noctynneHun: Bec 12 Kr, poct 90 cM, MHAEKC Mac-
cbl Tena 14,8. KoaddULMeHTbl CTaHAAPTHOrO OTKJIOHEHUS
(Z-score): macca Tena/Bo3pact — 4,37, poct/Bo3pact — 5
(HopmanbHble nokazaTtenu ot -1 go +1). MHgeKkcobl Gusu-
YeCKOro pas3BuTUA pebGeHKa C poXaeHus Jo 6 neT npej-
cTaBfieHbl Ha rpaduKax (puc. 8), BHEWHWM BKUA NauneHTa —
Ha puc. 9.

Mo pesynbratam nabopaTopHoro ob6cnefoBaHus auar-
HOCTMpOBaHa enesogeduUUTHAA aHemusa (remornobuH
91 r/n npu Hopme 120-145 r/n; CbiBOPOTOYHOE XKerne-
30 3,7 MKMOfib/n npu Hopme 9-215 MKMONb/n), runo-
anbbymuHemusa (28 r/n npu Hopme 38-54 r/n), BbiCOKas
CO3 (74 mm/4 npu Hopme 2-20 MM/4) U KOHLEHTpaLMS
C-peaKktuBHoOro 6enka (60,86 Eg npu Hopme meHee 5 Ep).
CopeprkaHne KanbnpoTeKTUHa B Kane coctaBunio 4500 MKr/r
(Hopma o 30 MKr/r); neauaTpuyecKin MHAEKC aKTUBHOCTHU
6onesvn KpoHa PDCAI 70 6annoB (Hopma meHee 10) —
BbICOKas CTENEHb aKTUBHOCTH.

Mpu 33odaroracTpoayoAeHOCKONUU: BbiCOTa BOPCUH-
4aToro cfnos CAM3MCTOM O06ONOYKM ABeHaauaTMnepcTHOM
M TOWEN KULLKK CHWXKEHa, cnn3nctas 060/104Ka ¢ nonepey-
HOW WMCYEPYEHHOCTbIO, MMEET MO3aWyHbIM BWUA. IHOOCKO-
nuyeckas KapTWHa [ABEHaALATUNEPCTHON W TOLEN KMLIKK
XapaKTepHa N5 TaKOBOW Mpu CUHAPOME Manbabcopbuuu.
MpKY KONOHOCKOMMKU: 3PO3UBHO-A3BEHHbIN KOMUT.

B cBa3u ¢ Headpdek-
TUBHOCTbIO JNI€4YEHUSA WH-
dnvkcumabom Havata Te-
panus npenapaToM aja-
numymab. Pe6eHoK nepe-
HOCUT ne4vyeHne Xopowo.
B HacTtosillee Bpems na-
LMEHT nonyyYaeT TaKxe
HaTpua ubaHapoHaTa Mo-
Horuapat B/B, MecanasuH,
5-ACK (250 ™r), naHKpea-
TUH B MUKpPOCHEPUYECKMX
Kancynax, anbdaKanblu-
[0/1, YPCO[I€30KCUXONEBYIO
Kucnoty. PaumoH nutaHus:
6earniotTeHoBas 6e3Mo-
IoYHas AMeTa + cMecb Ha
OCHOBE ry60KOro ruapo-
nnsata 6enka.

AwnarHo3 npm noBToOp-
HOM MOCTYI/1IEHUU

CuHapoM Manbabcop6-
UMKn:  TpuxorenaTtoaHTe-
panbHbI CUHAPOM (CUHA-
pomMHas aunapes). Kuweu-
HasiHeJoCcTaTo4YHOCTb. Kpo-

Puc. 6. KonoHockonuyeckas
KapTuHa nauueHTa A.B.: BUAHbI
NPU3HaKW aKTUBHOIO 3PO3UBHO-
A3BEHHOI0 KonuTa (CTPenKu)

Puc. 7. bruonTat cnM3ncTon 060104KM TOLWEW KULLKM NaumeHTa A.b.

lMpnmeyvaHne. Habnoaaetcs cy6aTpodma u gedopmaLinsg BOPCUHOK
(1a, 6), runepTpodus KpunT (2a, 6), NOBbILEHHAA NMMboNNasmMo-
LuTapHas MHGUNbTpaLna COGCTBEHHON NNACTUHKM.

BONPOCbI COBPEMEHHOW NEAWATPUU /2015/ TOM 14/ N¢ 3
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Puc. 8. [NokasaTtenu ¢p1M3nyecKkoro pa3sutus 6osbHOro A.b. ¢ poxxaeHusa ao 6 net

Hopmbl BO3 no pocTy/passuTuio feteit (0T poxa,. Ao 60 mec). CnpaBoyHble Tabnuubl BO3, 2007 1. (61 mec — 19 neT)

— - BoapacrT: 6 net 3 mec (75 mec), z-ckop: -5,49

— - BoapacrT: 6 net 3 mec (75 mec), z-ckop: -4,35
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A Bo3pacT (B mecsuax) 5 Bo3spacT (B mecsauax) B Bo3pacT (B mecsauax)

— - BoapacrT: 6 net 3 mec (75 mec), z-ckop: -0,41

lpumevaHue. A — poct/Bo3pacT, b — macca Tena/Bo3pact, B — nHAeKC maccol Tenla/Bo3pacT. PedepeHcHble 3Ha4YeHUa pacCcHmTaHbl
¢ nomouibto nporpammbl WHOANthroPlus (oduumanbHasa nporpamma BecemupHoin opraHmMsaumnmn 3qpaBooxpaHeHus).

Puc. 9 (A-B). BHeluHui BUA Honogo6Hoe 3aboneBa-
6onbHoro A.b. B Bo3pacte 6 net Hue. bBenkoBo-aHepreTH-

yeckass HeaoCTaTOYHOCTb
MUTaHWUS TSKENOW CTEMNEHW.
KeneszogeduuntHas aHe-
Mus. HapylieHne MmuHe-
panbHOro obmeHa: ocTeo-
nopos.

OBCYXAEHME

TpuxorenaToaHTepalb-
Hbl# CMHAPOM BMepBble
onucaH B 1982 r. Y aByX
cM6COB, POXAEHHbIX OT
30POBbIX POANUTENEW EBPO-
NENCKOro MPOUCXOXKAEHUS,
Habnoaan HU3KKIM BeC Npu
poxaeHun, ocobble Auc-
MOpdUYHbIE 4YepTbl auua,
BK/ItOYas 60MblIMe YLK, WUPOKKI NIOCKUA HOC, BbICTyNato-
W11 no6, cBoeobpasHble «BOMIOUYHbIE» BOSIOCHI U TAMXKENYIO
avapeto [2]. Cnycta 15 neT nosiBMAOCH OMMCaHWE elle ABYX
CUBCOB C NOAOGHBLIMU CUMNTOMaMM, Y KOTOPbIX B GuonTatax
neYyeHn UMeNNCb NPU3HaKKM, HaNnoMUHalLWmne TaKkoBble NpU
HeoHaTaNbHOM remoxpomaTo3e. ABTOPbl MPEANONOKMUIN,
YTO U MX NALMEHTbI, ¥ IETU N3 EBPOMNENCKON CEMbU CTPaAanu
OAHMM U TEM e 3a60/ieBaHNEM, U Ha3BaIu ero «Tpuxore-
natoaHTepanbHbin cuHapom» (THES) [3]. [leTn 13 ele ogHom
«cepumn» (8 cnyyaeB) OTMYANUCL OTCYTCTBMEM PAHHUX N3Me-
HEHWUN B NEYeHW, Hanuinem aTtpodun KULWEYHbIX BOPCUHOK
M UMMYHHbIX HapylleHWn. ABTOPbI 3TOr0 HabnaeHnUs npea-
JIOXWN HOBbIN TEPMUH — «CUHAPOMHas aunapes» (SD) [4].
B 2007 r. A. Fabre 1 coaBT., OCHOBbIBasACb Ha COOGCTBEHHbIX
1 oNy6/IMKOBAHHbBIX JaHHbIX (BCcero 17 nawuMeHToB), Npeano-
NIOXKMAK, YTO CUHAPOMHANA AMapes U TpuxorenaTtosHTepasb-
HbI CUMHAPOM SIBNSIOTCA OLHOM reTeporeHHON Ho3oMormye-
cKkon popmon — SD/THES [5]. B 2008 r. K. Al Qoaer v coaBT.
onucanu HOBbIX MaLUMEHTOB apabCKOro MPOWUCXOXKAEHWUS
C XPOHWYECKOWN anapeew, nMueBbiM AM3MOPPU3MOM U Hapy-
LieHnem pocTa Bosioc [6]. Kpome TOro, y Bcex nauMeHToB
nMenacb aHoManbHas rMNEPNUrMeHTaUms KOXKU B HUXKHEWN
NONOBUHE TyNOBMLLA.

JTHoNorusa n natoreHes

Bo3HunkHoBeHue SD/THES cBfA3aHo ¢ MyTauusamu B ABYX
reHax — TTC37 (5q15) unu SKIV2L (6p21.3) — KOMMNOHEH-
Tax rMnoTeTUYECKOro YenoBeyecKoro Ski-komnieKkca, OTBeT-

CTBEHHOI0 3a 9K30COMOMNocpeaoBaHHbIM KOHTponb PHK
[7-9]. Ski-komnneKc aBnseTcs reteporeTpamepHbiM KodaK-
Topom uuTonnasmMatmyeckon PHK-3k30combl, KoTopas obec-
neynsaeT pacnag MPHK. MexaHu3m Toro, Kakum ob6pasom
nedekTbl KOHTpona PHK MoryT Bbi3biBaTb KIIMHUYECKME NPK-
3HaKKW JaHHOro CMHAPOMA, MOKa OCTaeTCs HEACHbIM.

PacnpocTpaHeHHOCTb

SD/THES — opdaHHOe ayToCOMHO-peLieccuBHoe 3abo-
neBaHue. B HacTosiliee Bpems onucaHo Bcero 44 cnyyas,
paccyuTaHHaa 4YactoTta coctaBnseT 1:1 000000 HOBOPOXK-
[IeHHbIX. 21 pebeHoK 13 44 poxaeH B 6IM3KOPOACTBEHHbIX
6pakKax. K HacTosweMy BpeMeHu cnydan SD/THES onucaHbl
B EBpone (BenukoGputaHuu, ®paHumu, Utanuu, Monblue),
Typumn, CeBepHon Adpuke, CaygoBckon ApaBuu, UHAMK
[10-13]. OnucaHun cuHgpoma B Poccun [O HacToslero
BpeMeHM NpeacTaBneHo He 6bio.

KnuHnvyeckas cumntomaTtuka

Knaccuyeckaa ¢opma cuHAPOMa XxapaKTepusyeTtcs
NATbI0O OCHOBHLIMU CUMIMTOMAaMMU:

° TAXKENON HenpeKkpallalowencs guapeen, Kotopas Hauu-
HaeTCs Ha NepBOM MeCSLe KU3HW, BefeT K TAXKeNon
rMnoTpodun 1 TpebyeT NpPoBeAEeHUs MapeHTepanbHOro
nUTaHus;

® JMUEBbIM AM3MOPPUIMOM — BbICTynawowmnm n6oM u
LEKaMH, LUIMPOKMM OCHOBAHMEM HOCa, TMNEPTENOPU3MOM;

® HapyllieHWeM pocTa BOJIOC — BOJIOChI UMEIOT B[, BOWO-

Ka W Nerko BbiNnajatoT;
®  VMMMYHHbIMW PACCTPONCTBAMM B BUAE CHUKEHNS NPOAYK-

LMW UMMYHOIN06Y/IMHOB;
® BHYTPUYTPOOGHOW 3aJepPKOM pocTa nnoja.

[MonoBWHa AeTen OTCTaloT B NCUXMYECKOM pa3BuTum [14].

Y HECKOJ/IbKUX BHOBb OMUCaHHbIX MaUMEHTOB TaKxe
HabnlofanM KoXHble aHoManuu (Kcepos, NaTHa no Tuny
«Kode C MOJIOKOM» U aHrMomel) [6]. B pa6ote D.M. Monies
M COaBT. Y 7 NauUMEHTOB apabCKOro MPOUCXOXKAEHUS Haps-
[y C KNacCMYECKMMM CUMMTOMaMMU C POXKAEHWUS OTMeYanu
HanMymMe MHOXecTBa NATEH «Kode C MOSIOKOM» B 06/1acTu
Tasa M HUKHUX KoHevHocTen [13]. Taknum 06pa3om, KOXHble
aHoManuu pacLMpUIv KIMHUYECKUIA CNEKTP XapaKTepPUCTUK
cuHapoma.

HapyweHua ¢byHKUMKM nevyeHn Habnwoganu B 52% cny-
YyaeB. K pelkum cMMnToMaM OTHOCAT BPOXAEHHbIE MOPOKM
cepfua v aHoManuu TpomoéoumToBs [14].

HeKkypabenbHaa auapes (BNSETCH OCHOBHbIM CUMII-
ToMOM M BcTpevaetcsd B 100% cnyyaeB. [duapes HOCUT



CEKPETOPHLIN XapaKTep, T.€. COXPaHseTcs, HecMoTps Ha
npeKpalleHne SHTepanbHOro MuUTaHusa. [uapes MoxKeT
nebioTupoBaTh C MEPBbIX AHEN A0 32 Hen W3HWU. [lpu
3HAOCKOMMYECKOM WCCNEefOBaHUM BEPXHUX OTAENOB MKeny-
[OYHO-KMLIEYHOro TpaKTa 4acTo OTMeYaeTCs CrnaKeHHOCTb
BOPCUHYATOro €108 M nonepeyHas UCYEPYEHHOCTb CKIa-
[OK, XapaKTepHasi ans cuHapoma Manbabcopbumu. McTo-
NlorMyecKoe uccnegoBaHMe TOHKOKMLIEYHbIX 6GMONTaToB
B 60nbluMHCTBE cnyvyaeB (84%) OEMOHCTPUPYET YaCTUYHYIO
WUAN MNOJIHYIO aTPpodPUIo BOPCUHOK, OAHAKO HE UMEET cneLu-
dUYECKMX YepT, B OTINYME OT 6ONE3HU BKIOYEHUIA MUKPO-
BOpcuHOK (Microvillous Inclusion Disease, MVID) 1 ny4koBo#
aHTeponaTuu (Congenital Tufting Enteropathy, CTE) [10].

MaKpocKonMyYeckne Mpu3HaKM KoauTa BCTpeyvanuchb
B 73% cny4aeB [15]. Mbl 06Hapy1u NnLlb OLHO OnucaHue
OC/IOXKHEHMS, HanoMuHalowwero 6one3Hb KpoHa, y 60/bHOM
¢ SD/THES apa6ckoro npoucxoxaeHus [13]. 3ta ageBoYKa
Oblfla caMoW TAXeNI0M U3 NauueHToB, HabslojaemMblx aBTopa-
MU, U Hy}Kganacb B NOCTOSHHOM MapeHTepanbHOM MUTaHUMK.
lpK KOMOHOCKOMWKW Yy Hee Oblin OBHapYXKeHbl MPU3HaKK
unenta M KonuTa C o4YaramMu akTMBHOIMO M XPOHWYECKOro
BOCManeHnsa, oTmeyvyanocb GOpPMUPOBaHME [OBYX MPOMEX-
HOCTHbIX CBULLEN, NOTPEBOBABLINX XMPYPrMYECKOr0 NeveHuns
(konoctomuu). Ele ogHo onuncaHune nerkor dopmbl KoauTta
y pebeHKa B Bo3pacTe 4,5 net ¢ THES npuBoanTtcs B paboTte
aBTopoB 13 Typuun [16].

MporHos

BonbWwWWHCTBO feTel 3aBUCMMbI OT MOCTOAHHOMO NapeHTe-
pafibHOro NUTaHWs U BBEAEHUA UMMYHOINo6ynnHOB. JleTanb-

KOH®JIMKT UHTEPECOB

Hble MCXOAbl HacCTynalT NPeUMMYLLECTBEHHO B peaynbraTte
OCNIOXXHEHUIM NapeHTepasnbHOro NMTaHus, Ne4eHO4YHON Heao-
CTaTO4YHOCTU W acCOLMUMPOBAHHOM MHDEKLMN. OAHAKO HEKO-
TOPbIM NaLMeHTaM yaaeTcs cTaTb HE3aBUCUMbIMU OT NapeH-
TepanbHOro nNuTaHua. Tak, n3 6 nauneHtToB M3 CayooBCKOWM
ApaBun 5 nony4anu MnonHoe napeHTepanbHOe nuTaHue
B pa3/MyHble CPOKK, HO B HacTosiLLee BPEMS COCTOSHUE WX
OCTaeTcsl CTabWuNbHbIM Ha 3HTEPasbHOM MUTAHUW 3NEMEHT-
HbIMWU CMECAMU U/nUnn 6e3rnioTeHoBON,/6e3MOI04YHONM aneTe
[13]. lnwb ofHa geBO4YKa, ynoMsHyTas Bbllle, HyXAaeTcs
B NapeHTepanbHOM MUTaHUKU 4O HaCTOALWEro BPEMEHM.

JleyeHue

MaToreHeTMYeCcKoro IeYeHUss CUHAPOMa He CYLLEeCTBYET.
MannnaTMBHLIMWU METOAAMW SABNSIOTCS MapeHTepasibHOe U
3HTEpanbHOEe NUTaHuMe, cCMMNTOMaTU4yecKas Tepanus.

3AKJ/IIOMEHME

Tarkenoe Te4eHne CEeKPETOpHOM anapen n manbabcopob-
LMN C NepBblX HeAeNb XWU3HWU, HE3IPDEKTUBHOCTL TPaAMLIM-
OHHbIX METOAOB JieyeHus, bopmUMpoBaHME 3aBUCHMMOCTH
OT NapeHTepPasbHOro NUTaHUs (KULLEeYHOW HEAOCTAaTOYHOCTH)
npegnonaraet Hannyne y pebeHKa pefKon aHTeponatmm —
BPOXAEHHOr0 AnapenHoro 3aboneBaHus, OAHUM M3 KOTO-
pbIX SBASETCA TPUXOrenaToaHTepPanbHbIiM CUHAPOM.

Cnyyau TpuxorenatoaHTepasbHOro CMHAPOMa,/CUHAPOM-
HOW Anapen onucaHbl B 0Te4ECTBEHHON MEAULIMHCKON nuTe-
paType BNepBble, a ero OCNOXHEHUS B BUE TAXKENOro Kpo-
Honoao6Horo 3aboneBaHus y ABYX NaLMEHTOB — BMNeEpBble
B MMPOBOW NuTepaTtype.

ABTOpbI JAaHHOM CTaTbW MOATBEPAUIN OTCYTCTBUE GUHAHCOBOW NOAAEPHKKN UCCNefoBaHWUS/KOHGIINKTA UHTEPECOB, O KOTOPbIX

HE0OX0AMMO COOBLLNTB.
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