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TpuxozenamoanmepanvHulii CUHOPOM — pedKoe 2eHemu4eckoe 3a00ne6anue ¢ 6e0YUsUM KUULEUHBIM
CUHOPOMOM, 6bI36AHHBIM HAPYULleHUEeM OUPPepeHUUPOBKU U NOAPUSAUUU IHIMEPOUUMOE
KuueuHnuka. 3abonesanue, passusarujeecs ecneocmeue mymauyuu 6 cenax TTC37 (5q15)

unu SKIV2L (6p21.3), xapakmepuszyemcs HympuympoOHoil 3adepiKoii pocma nnooa, msaxenoi
XpoHuueckoli duapeeil ¢ 0ebr0mom 6 maadeHueckom 6o3pacme, cneyuPuueckumu uepmamu 1uyad,
0C00eHHOCMAMU POCMA 60/10C U 8MOPUUHBIM UMMYHOOepuyumom. Ilpedcmaesnen knuHuueckul
Cy4ati mpuxozenamosHmepanrvHo20 CUHOPOMA, OUAZHOCIMUPOBAHHO20 y pebeHKa 6 paHHem 603paciie.
B omeuecmeeHHOl MEOUUUHCKOT Tumepamype 3mom cUHOPOM ONUCAH y CUONUHLA.

Knrouesvie cnosa: mpuxozenamoanmepanvHoiti CUHOPOM, BHYMPUYMPOOHAS 3adepiKa pa3eumust
nnooa, xpoHuueckas ouapes ¢ 0e6rmom 8 MaAAOeHUECKOM 803pactme, USMeHeHHble Yepmbl UL A,

0C00eHHOCMU POCMA 60710C, 8MOPUHHBLI UMMYHOOePUUUM
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PacnpoctpaHeHHOCTb

TpuxorenaTto3HTepaabHOro CMUHApoMa
TpuxorenatosHTepanbHbIl CUHAPOM (CMHJpPOMHAsd,
win QeHOTHIINYeCKas, fuapest) ObUI BIIepBbIE OMICAH
B 1982 r. L. Stankler u coaBT. y AByX CMOIMHIOB C HU3-
KJM BeCOM IPU POXKIEHUMU, AUCMOPPUYHBIMYU YepTa-
MU JIMLA, IVIOCKUM LIVPOKMM HOCOM, BBICTYNAIOIINM
n60M, TsKerolt auapeeit [1]. 3HauMTeNbHAS YACTH OITY-
OIMKOBAaHHBIX B MUPOBOI IUTepaType KIMHUYIECKUX
crydaeB cobpaHa 1 omucaHa (GpaHLy3CKYMM BpadaMy
B 2007 u 2013 rr. [2, 3]. B HacTOsAIIee BpeMs IIpefCcTaB-
7IeHO Bcero 0ko1o 80 cryyaeB faHHOro 3aboneBanus. Ero
PpacpoCTPaHEHHOCTD COCTaBAeT 0Kono 1:1 000 000 Ho-
BOPOX/IEHHBIX [4, 5]. B 2015 T. 66UTM IIPUBEIEHDI TIEPBBIE
IBa OMMCAaHNA TPUXOTENATOIHTEPATbHOTO CUHAPOMaA
B Poccun [6].

leHeTuyeckoe KOHCYyNbTPOBaHue

TpuxorenaTosHTepaabHBIl CUHAPOM - opdaH-
HOe, HaclaeJyeMoe MO ayTOCOMHO-PEeLeCCUBHOMY

TUIIY TeHeTnueckoe 3aboeBaHue, CBsI3aHHOE C MY-
tTauusaMu B gByX reHax: TTC37 (5q15) unu SKIV2L
(6p21.3) - KOMIIOHEHTAX TUIOTETUIECKOTO OTBET-
CTBEHHOTO 3a 9K30COMOIIOCPEJOBAHHBIN KOHTPOIb
PHK Ski-komnnekca uyenoBeka [7-10]. Cunppom
MOXeT MPOABAATHCSI LWIMUPOKUM CIEKTPOM KIIN-
HUYECKMUX CUMIITOMOB B HEOHAaTalTbHOM IE€PUOJE.
C y4eTOM 3TOrO CeKBEHMPOBaHME MOTHOIO 9K30-
Ma CUYMTAETCA €SMHCTBEHHBIM JOCTOBEPHBIM IU-
arHOCTMYECKMM MHCTPYMEHTOM B €ro OIpeferie-
uun [8, 10].

[Tpu 3a4aTy MeX[Iy reTepOo3UTOTHBIMYU HOCUTES-
MU JAHHOI MyTaluy KaXKablit cubc umeet 25%-Hy1o
BEPOSITHOCTD POAUTHCSA C JAHHBIM CUHIPOMOM,
50%-HyI0 BEepOATHOCTb — OBITb OECCUMITOMHBIM
HocuTeneM 1 25%-HyI0 — OBITh HE3aTPOHYTBIM U He
651Th HOCKTEIeM. Iloc/Te TOTO KaK maToreHHbIe Bapu-
aHTBI UAEHTU(GUIMPOBAHBI ¥ IIOCTPAafaBIIETO YIeHa
CeMbM, BO3MOXKHBI TECTUPOBaHME POACTBEHHUKOB,
HaXOAsIMXCS B IPYIINIe PUCKa, IpeHaTaIbHOE Te-
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CTUpOBaHNMe Ha 6EpPEMEHHOCTD C MOBBIIIEHHBIM PIC-
KOM U TeHETUYECKOEe TECTUPOBAHME HA MPEIBIM-
naadTanuio [5].

KnuHnyeckue xapakTepucruku

TpuxoremnaTosHTepaIbHBI CHHAPOM XapaKTepu3y-

eTCs CIIef YOI MMM OCHOBHBIMY CUMIITOMaMu [6]:

= 3afiep>KKa BHYTPUYTPOOHOTO PasBUTHUS IIIOfA;

= XpOHMYecKas guapesi, IPUBOLIILasa K 3HAUUTE/Ib-
HBIM KMIIEYHBIM MOTEPSAM U TSKEION TUIOTPO-
li)7878

= aHOMAa/Ns POCTA BONOC (CyXMe M JIOMKMUeE, CKJIOH-
HBI K 6BICTPOMY BBINIAJIeHUIO);

= nauneBoit pucmopdmsm  (BeIcTymaroume 7106
M LIeKN, MMPOKOe OCHOBaHNMe HOCA, IIMPOKas IIe-
peHOCHIIa);

= BTOPUYHBI MMMyHOZepUUMT (CHUIKeHUe IIpo-
LYK UMMYHOITIOOYIMHOB BCEX KIACCOB);

= 3afiep>KKa IICUXOMOTOPHOTO Pa3sBUTMS KaK CIIECT-
BJe TSXKeNON runorpodun;

= KO)XHbIe aHOMauu (TUIo- 1 runepnurMentanusi) [7];

= TpoMmborutos (penko) [6, 8].

ITpy 3HEOCKOIMYECKOM MCCTIELOBAHUN BEPXHUX OT-

JIe/IOB JKeNTy[OYHO-KMIIeYHOTO TPaKTa 0OHapyKMBa-

0T MU3MEHEHW I, XapaKTEPHBIE I/IsI CUHAPOMA Manbab-

copbunu [3, 6]. Pegku cnyvanm, xorga 3aboneBanue

MMeeT KPOHOIIOf0OHOe TedeHue [6].

AnddepeHunanbHan fuarHocTuka
JuddepeHnnanbHy0 TUATHOCTUKY CIefyeT IIpPO-
BOAUTDb C APYTUMMU CHMHEPOMaMU BPOXJEHHON
XPOHUYECKON Auapeu, Mpex/je BCero BPOXKeHHOI
tadpTUHrOBON sHTepomartueii, IPEX-cungpomom
(I - mmMyHHaa pgucperynAauus, P - monmusnpgo-
KpuHonatus, E - sHTepomatusa, X - cuenneHHas
¢ X-XpoMOCOMOII), IEpBUYHBIMU UMMYHOReMUIIMTA-
MU C KMIIEYHBIM CUHPOMOM [5].

Ocob6oe BHMMaHMe YHENSIIOT CUHAPOMY Manbab-
copO1uy, BBISBAHHOMY HEIEPEHOCHMOCTHIO ITII0TEHA
U TAKTO3HI [8].

Jleyenne

Jleuenne BKII049aeT B ce6s1 mapeHTepaabHOE MUTAHNE
U B psifie ClIy4aeB BHYTPUBEHHOE BBeJleHIE Yel0Be-
YeCKOro MUMMYHOTIIO6yn1MHa [4].

JeTu, He MoNy4YamIIMe MapeHTePaTbHOrO NMUTAHNUA,

IOJIXKHBl HAXONUThCA IOJ IOCTOAHHBIM Habmiofe-

HUeM IefuaTpa-fUeTONI0ra U TaCTPOIHTEPOIIOTa [JIsI

obecredyeHn s MapeHTEPAIbHOIO MUTAHNUSA B CIyUae,

KOTZAa KeMIUT NUTATEBHBIX BELIECTB CTAHET BBI-

paxxeHHBIM [4]. KpoMme TOr0, HEOOXORMMO €XerofHO

HpOBOAUTH [5]:

v/ YIbTPa3sBYKOBOE MCCIefoBaHNe OPIONIHON MOI0C-
TU ¥ [OYEK;

v/ usMepeHue ¢pepMeHTOB HedeHN (acmapTaTaMUHO-
TpaHcdepasa, ajmaHMHaMMHOTpaHcdepasa, raM-
Ma-TIyTaMUITPAaHCIeNnTUAas3a), 061ero 6unmnpy-
61Ha;

v/ OIIpefiefieHNe YPOBHEN MMMYHOTIOOYIMHOB Klac-
coB G, M, A B cbIBOPOTKE KPOBU;

Hesponorua u ncuxmatpus
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v/ OLIEHKY KOTHUTMBHOTO PasBUTHA, PeYy, a TAKXKe IICU-
XOCOLIMA/IbHBIX HABBIKOB B Bo3pacTe 2, 4, 8, 12 u 15 jieT.
[TockonbKy 3BOMIOLVSA IepPMATOTIOTMYECKMX 0COOEHHO-
cTeit (B OCHOBHOM TMIIO- ¥ TMIEPIUTMEHTHBIX IATEH
Y QaHOMA/INII POCTa BOJIOC) HEM3BECTHA, LieecoobpasHa
TaKOKe eXErofHasA KOHCY/IbTAIVA iepMarosora [5].

Knunnueckuin cnyvait

Manpumk OT TpeTheil 6epeMeHHOCTH, IIPOTeKaBIIe
Ha (oHe 3aboneBaHuil MaTepu (XpOHMUECKas apTe-
puanbHadA runepreHsusa, MuoMa Matkn). Ha 30-11 He-
fefie recTallM BbIABIEHBI BPOXX/EHHBI IIOPOK cep-
npua (BIIC) (xkoapkTanms aopThl) ¥ BPOXXZEHHBIN
HOPOK pasBUTUA NOYeK (ruppoHedpos). Y pebeHka
OTSATOILEHHBII aHAMHEe3: CTapIInil cubc B ceMbe —
IeBOYKa CTpajlaeT TPUXOTeNaTOIHTEPATbHBIM CUH] -
POMOM, MMeeT HYKJIEeOTUAHBI BapuaHT c.2164C>T
B TOMO3UTOTHOM cocTofgHuu B reHe SKIV2L, poxpu-
Tenu npobaHfa — TeTePO3SUTOTHBIE HOCUTENN Bapu-
aHTa c.2164C>T.

Popbl Ha 36-11 Hefele ¢ MOMOIIBIO ONEpaliUM IKC-
TPEHHOT0 Kecapepa ceueHUs (IIpesKkaaMICuA Y Ma-
Tepu). Macca Tena npu poxpeHuu — 2140 1, ginHa
Tena — 47 ¢M, OKPY>XHOCTb TOJIOBBI — 32 CM, OKpYX-
HOCTb T'PYJHOI KJIETKU — 26 CM. O1eHKa 1o mKajse
Amrap - 7/8 6annoB. CocrosiHne pebeHka ¢ pox/e-
HIUS OIIEHMBAJIOCh KaK TsKenoe, 06yclIoBIeHHOe OC-
HOBHBIM 3a6oneBaHMeM, MOPHOPYHKIMOHAIBHOM
HespenocTsio, BIIC. Yepes msartpb gHell mocie crabu-
MU3ALUY COCTOSIHMS peOeHKa IepeBenu n3 obmact-
Holl 6onpHULBI B OefepanbHblil LIIEHTP CepAeYHO-
cocynucroit xupyprun um. C.I. Cyxanosa (Ilepmb)
[71d ONePaTMBHOTO JIEUEHNU — pe3eKI MM KoapKTa-
LMM AOPThI C pacUIMPEHHBIM aHACTOMO3OM «KOHeEI]
B KOHEI».

Yepes yeThIpe AHA MOCIE ONlepalMy MaAbuyMK TPaH-
CHOPTUPOBAH B GONBHUILY IO MECTY >KUTENIbCTBA
LIt BanbHelero HabmofeHus.

IIpu rocnmranmsanum COCTOSAHME TAXKENOEe U3-3a
CepAedYHON HeLOCTATOYHOCTN 2-11 CTENEHM, JbIXa-
TE/IbHOJ HEJJOCTATOYHOCTH 2-11 CTEIIEHU U CTPUJOPA,
KUCTIOPOLHOI 3aBMCUMOCTY, SHTEPONATUM, BbIpa-
>KEHHOII HEBPOJIOTMYECKOI CUMIITOMAaTUKM Ha poHe
B0o36ygumocTu. Pe6eHOK Ha 30HZOBOM KOPMJIEHNN,
CpBLITMBAET.

B aHanmMsax KpoBM — TPOMOOUUTONEHUS, AaHEMMUA,
BbIpa)keHHOE IOBBIIIEH)E YPOBHS LieToYHOI doc-
daraspl, yMepeHHBIN IUTONNS.

JlanHbIe Kapauorpaduu: COCTOSAHME IOCIe KOPpeK-
uuu BIIC.

[TpoBefeHsl MHQPY3MOHHAA Tepalus, IOCTENEHHOE
paclmiMpeHMe 3HTEPANbHOTO MUTAHUA TOJ KOHT-
poJieM MepeHOCUMOCTH.

B CedeHOBCKUIT LIEHTP MAaTePUHCTBA U [ETCTBA pe-
6eHOK IOCTYIVJI Ha BTOPOM Mecslle XW3HM A
HnpoBefieHUs 00CNIeNoBaHMsA, TOCTAHOBKM MarHo3a
U pacmnpeHnsi o6bemMa SHTePaIbHOTO MUTAHNA.

B 06DbeKTUBHOM CTAaTyce — TSXKECTb COCTOSHMS,
HM3KaA Macca Tena (2750 1), o6MIbHbIe CPBITBAHUA
(mo 15-20 M) moce KaXkAOTO KOPMJIEHMsI, BbIpa-
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HWYECKAA NPAKTIKA

JKeHHBINI KUIIEYHBI CMHAPOM (KMAKUIL CTYI HO
7-9 pas B CYTKM), )XMBOT IpM IajabIalluy B3ZYT,
4YyBCTBUTENEH IO XOAYy KuIledHNuKa. PeHoTunmye-
CKM OTMeYaIuch TOHKME BOTIOCH Ha TO/IOBE C yYacT-

%

Brewnuii 6u0 pebetixa

KaMJ IMIePTPUX03a, TUIOIIa3NsI HafOPOBHBIX AYT,
IIVHHBIN YIIOUeHHBI PUIABTP.

ITpu rocnuranyusanuy cocTosiHMe pebeHKa paciie-
HMBA/NOCh KakK TAXe/loe: B aHalN3e KPOBU — yMe-
PEHHBIT MeTaboMMIeCKUIl al{1 03, TUIOIPOTENHE-
MM, TUNO0anbbyMuHeMMs, TPOMOOUTONEHNS O
165 x 10°/7, aHeMMA CpefHell CTeTeHN.

C y4eTOM TSXKeCTU OCHOBHOTO 3a00/IeBaHMs, BbI-
Pa’KEHHOCTM TUIIONPOTEMHEMUN U TUIOANbOYMM-
HEMWH, PAaHHETO BO3PacTa, HeJJOHOLUIEHHOCTH yCTa-
HOBJIeH nepudeprdecKnii BEHO3HBII KaTeTep, 3aTeM
BBeJleH 4eI0BeYeCKUI MMMYHOrno0ynuH. C Iebio
KOppeKLWY BOIeMUIeCKOTO 06'beMa BHIIIO/THEHA M H-
¢dysuoHHas Tepanusa. B cuny oTArOmIEHHOTO aHAM-
He3a, paHHEro BO3pacTa, YMePeHHOI0 HapacTaHUA
MapKepoB BOCIIaJIeHN s, BEPOSTHOCTU BPOXEHHON
SHTEPONATNUM B IeNAX NeKOHTaMMHAIMY IIOKa3aHO
Ha3HavyeHMe aHTUOAKTepuanbHOI (BaHKOMUIIMH,
aMUKaIWH), a TaK)Xe IPOTUBOrPUOKOBOI Tepamnu
(pnykonason).

Ha ¢one coxpaHeHV s KUIIEYHBIX IOTEPh, HapacTa-
HJSA aHeMUM ¥ MHTOKCUKAaI UM 06 beM 9HTEePabHOTO
MUTaHUA YMEHbUIEH B0 TPOPUIECKOTO, YCTAHOBIEH
LIEHTPa/JIbHbII BEHO3HBIN KaTeTep [ Halla>KMBa-
HUs YaCTUYHOTO HMapeHTepaabHOro nuranmsa. Kou-
CYIbTUPOBaH TPaHC(PY3MONIOroM (BBIIIOTHEHA TeMO-
TpaHcdysus).

ITocme mpoBegeHHON Tepanny OTMeYanach CTOMKas
[OJIOKMUTENbHAs JUHAMUKA: PeOEHOK reMOLMHA-
MMYECKM CTabMIeH, KyNNpOBaHa MHTOKCUKALMS,
BOCTUTHYTa HOpMaaM3alys IoKa3aTeneil aHammu3a
KPOBM, YMEHBIININCH 00beMBI KUIIEYHBIX IIOTEPH
(CTYN [O YeTHIPeX-IIATHU pa3 B CYyTKH, Kaluneobpas-
HbIIT). 3a MeCTMHENENbHBIN MePUOT TOCIUTANN3A-
nuy Bec yBenuuuiacsa Ha 1130 1.

KoHcynbTanus reHeTuKa: ¢ y4eTOM OTATOLIEHHOTO
KJIMHUKO-TeHeaNlorn4eckoro aHaMHuesa (CTapunii
cubc B ceMbe — IeBOYKA CTpajjaeT JaHHBIM 3abore-
BaHUEM, UMEET HYK/I€OTUJHBIN BapuaHT ¢.2164C>T
B TOMO3UTOTHOM coctossHuu B rede SKIV2L), knu-
HUYeCKOJ KapTUHBI (0coOeHHOCTH nuueBoro ¢e-
HOTHUIA, IOIepeyHble nafoHHble 60po3xel, BIIC,
KOapKTaLus aopThl, TUAPOHe(DPO3, KUCTOPOg3aABH-
CUMOCTb B aHaMHe3e, SHTepOIlaTuA) U pe3yabTa-
TOB IPOBEJEHHOTO MOJIEKYISAPHO-T€HETUIECKOTI O
uccnefoBaHMA (BBIABIEH HYKICOTUNHBIN BapuaHT
chr63 1933752C>T (¢.2164C>T, NM_000006.11) B ro-
Mo3urotTHoM cocrossHuu B reHe SKIV2L) y pebenka
AMAarHOCTUPOBAH TPUXOTENATOIHTEPANbHbIN CUH-
apom, tun 2 (OMIM 614602). luaruos nmopTBepXK-
ILeH pe3ynbTaTaMU MOJIEKYISAPHO-TeHEeTUYEeCKUX
uccaefoBaHuil. 3a6oneBaHue MMeET ayTOCOMHO-pe-
LIeCCUBHBIN TUI HacaefoBaHMA. PUCK IOBTOPHOTO
POXJeHUs Y pORUTeel pebeHKa ¢ JaHHBIM 3aborte-
BaHMEM — 25%. PexoMeHIOBaHO NpOBeJeHME TPEHA-
TaJIbHOTO TeHEeTUYECKOI'0 TeCTYPOBAHMA.

B cuny oco6eHHOCTY Te4eHNUs TPUXOTeHaTOIHTE-
panbHOTO CMHAPOMa U MOTpebHOCTH pebeHKa B Yac-
TUYHOM IIapeHTepaabHOM HMUTAHUM B OT[EEHUN
cTallMoHapa NPOBOAUTCA OOydeHMe pOAUTeNnei
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IO YXO[y ¥ BBIXa>KMBaHMIO peOeHKa B JOMaIIHUX
ycnoBusax. CocrosaHue pebeHKa ocTaeTcs CTaOUIb-
HBIM: MalTb4MK reMOfMHAMUYECKN CTabuIeH, Ipu-
6aBysieT B Bece, 00'beM 9HTEPAIbHOTO IUTAHNSA YBe-
nudeH po 40-45 My KaXk[ble TPU 4aca, yCBauBaeT,
HaXOAMTCA HAa YaCTMYHOM IapEeHTEPa/TbHOM IIMTA-
uuu (poto).

3aknioueHue

ITporHo3 Mpy TPUXOTENATO3HTEPAILHOM CUHpOME
B 1jenioM HebGmaronpustHsiit. O6BIYHO CMePTh Ha-
CTyIaeT B paHHEM BO3pacTe B Pe3yabTaTe Me4eHOU-
HOII HEeIOCTaTOYHOCTHM, PeUVANBUPYIOLell NHPeK-
LMY UM OCTIOXHEHMI!, CBSA3aHHBIX C NINTEIbHBIM
napeHTepaJlbHBIM NUTaHueM [2, 8]. IlapeHTepans-
HOe NMNUTaHUe U JedeHMe pelUAUBMPYIOIIEN UH-

KNMHKUeCKaa npakT

(dexuuyM MOryT MOMOXUTENTbHO IOBIUITH HAa BBI-
KMBAEMOCTb eTell C TPUXOTeNaTOIHTEePaTbHBIM
CUHAPOMOM. VIMEHHO [T03TOMY OCBEZOM/IEHHOCTD
Bpadeli-NeANaTpoB, HEOHATOIOTOB, TACTPOIHTEPO-
70TOB 06 9TOM CMHAPOME IIO3BONsAET 00ECIEUUTD
€ro paHHIOI0 JUATHOCTUKY, BBIOOP a/jleKBAaTHOI TaK-
TUKM BefeHMs NMalMeHTOB M Hajlexaliee jedeHne
Ha paHHUX CTafUsX.
Kongnuxm unmepecos. Asmopoi 3as6nsiom
00 omcymcemeuu KOHGAUKMA UHMePecos.
Qunancuposanue. Paboma evinontnena
6e3 cnoHcopckoti nodoepIKU.
Cob6nodenue npas nayueHmos u npasu
6uoamuxu. Podumenu pebenxa He 803paxarm
npomue nyonuKkayuu OAHHbLX U3 UCMOPUU 60Te3HU
u pomo peberka.
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Tricho-Hepato-Enteric Syndrome
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Tricho-hepato-enteric syndrome is a rare genetic disease with a leading intestinal syndrome caused by impaired
differentiation and polarization of intestinal enterocytes. A disease that develops due to mutations in the genes
TTC37 (5q15) or SKIV2L (6p21.3), characterized by intrauterine fetal growth retardation, severe chronic diarrhea
with onset in infancy, specific facial features, hair growth features and secondary immunodeficiency. A clinical case
of trichohepatoenteral syndrome diagnosed in a child at an early age is presented. In the Russian medical literature,
this syndrome is described in sibling.

Keywords: tricho-hepato-enteric syndrome, intrauterine fetal development delay, chronic diarrhea with onset in infancy,
altered facial features, hair growth features, secondary immunodeficiency
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