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DHTeponaTuYecKnin akpoaepmMaTuT — pegkasa Gpop-
Ma reHo/lepMaTo30B, Fpynmbl HaCNeACTBEHHbIX 3a-
60/1eBaHNI C MPEUMYyLLECTBEHHbIM MOpaX}eHnem
koxu. [ebloT 3aboneBaHus y feTeil accoummpo-
BaH C MpeKpaljeHnem rpyAHOro BCKapMMBaHUA
1 HayanoM MCMOJIb30BaHNA NPOAYKTOB Ha OCHO-
BEe KOPOBbEro MOJIOKa, YTO 3aTpymHseT audde-
peHUManbHyl0 ANArHOCTMKY SHTEPOMaTUyecKkoro
aKpopepmatuTa C anneprogepmarosamu. B ctatbe
npeAcTaB/IEHO OMUCaHKEe CEMENHOTO ClyYas SHTe-
pornaTnyeckoro akpogepmaTunta y AeBoYKmn 4-me-
CAYHOrO BO3pacTa C BbIPaXKEHHbIMM KOXKHbIMU 13-
MeHeHnAMN 1 anapeen. Hannumne oTAroLeHHoro
CemMellHOro aHamHesa MO 3HTeponaTnyeckomy
[epmaTuTy MO3BOSIUIO Cpa3y 3amnofo3puTb AaH-
HbIV AMArHo3 y NaLyMeHTKN 1 Ha3HaunTb npenapar
cynbdata LUMHKa elle 0 NoayYeHna pe3ynbTaTos
reHeTnyeckoro mccnefoBaHusa. MonoXxnTenbHbIn
3bdeKT oT Tepanuu 6bl MoNyYeH B TeYeHne He-
CKOMbKUX AHewn. MNpyn npoBeaeHnn reHeTnYecKoro
1ccnefoBaHnA Yy maLeHTKM Oblia BblifiB/IeHa HoOBasA
MyTauma B 3k30He 10 reHa SLC39A4. MpaBusbHbIN

c60p aHaMHe3a >KM3HU, HACTOPOXKEHHOCTb Bpayel
B OTHOLWIEHVMN LUMHKAEDULNTHBIX COCTOAHMIA mpun
aKpanbHOM lepMmaTuTe B COUYETaHUM C anorneumnen
1 fnapeein y petell paHHero Bo3pacrta Mo3BOauUT
CBOEBPEMEHHO YCTaHOBUTb MPaBUJIbHbI J1MarHo3
1 onpefennTb AanbHeNLyo TaKTUKY Tepanuin.
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eHOJepMaTO3bl — 6OfblIasi HEOZHOPOIHAS

TpyIlIa Hac/IeICTBeHHBIX 3a00/IeBaHNII C IIpe-

UMYIECTBEHHBIM IOpakeHueM Koxu. OHu

XapaKTepMU3YIOTCA 3HAUUTEIbHBIM IIOTIVIMOP-
$M3MOM KIMHUYECKUX IIPOSBICHNI, pasindHOI da-
CTOTOI BCTPEYaeMOCTM OT/ENbHBIX 3ab60/meBaHMIL,
B CBSI3M C Y€M JMATHOCTUKA PeKIX HO30IOTUIT MO-
JKeT BBI3bIBATDb OIpefie/IeHHbIe TPYJHOCTH Y CIeL-
QIUCTOB. 3HAHNME TUMMYHBIX KOXKHBIX IIPOSIBICHMNIA
IIpY HAC/Ie[ICTBEHHBIX IePMaTO3aX IOMOKET He TOMb-
KO OIpele/IUTh TAKTUKY TepaIuy MaTOIOTNIeCKOro
mporecca, HO ¥ OOHApPYXXUTh APYIYIO CBI3AHHYIO
C HYMM IaTOJIOTUIO BHYTPEHHMX OPTaHOB, B TOM YJIC-
JIe 3710KaueCTBeHHbIe HOBOOOpa3oBaHu [1].

OHTepoNaTu4eCcKnil aKpopepMaTuT (CUMHAPOM
Hau6onbra — Knocca) npepcrasnser coboit pegkoe
TeHeTUYECKM HeTePMUHUPOBaHHOE 3abo/eBaHue
C ayTOCOMHO-PelleCCYBHBIM MEXaHI3MOM Hac/lefo-
BaHNs, B [IaTOTeHe3€ KOTOPOTo K/II0UeBOe 3HaYeH e
MMeeT HapyLIeH)e BCAaChIBaHNA IVHKA B KMIIEYHU-
ke. YacroTa BCTpPEYaeMOCTV ISHTEPONATUYECKOTO
aKpofiepMaTUTa COCTaB/IACT B CpefHeM 1 cy4ail Ha
500000 HOBOpPOXIEHHBIX. 3a60nM€BaHNI0 MOABEP-
JKEHBI JIeTU BHE 3aBUCUMOCTY OT IIO/a ¥ 3THUYe-
CKOJI TpMHAIIEXHOCTM [2]. DHTepomaTmdecKuii
aKpogepMaTUT 06bIYHO MaHU(DECTUPYET B BO3pAC-
Te oT 1,5 Hemenu 7o 1-2 71eT; ecTh Tak>Xe HabIIoze-
HUsI CTy4aeB pasBUTH 3ab0/1eBaHus y feTel 6oree
cTapiero Bospacra [3].

BriepBble 3abomeBaHue OMMCaI MIBEACKUIT Aep-
marosnor T. Brandt B 1936 1. TepmuH «3HTepoma-
TUYEeCKNIT aKpOAepMaTUT» MPeAIoXKmIn B 1942 T.
N. Danbolt un J. Closs, ykasapuine Ha COIyTCTBY-
Iolljee JIEPMAaTUTY MOpPa’keHMe XKeNlyJOUHO-KUIIed-
Horo Tpakra. B 1974 r. E. Moynahan u M. Barbes
OpUIIIM K BBIBOAY, YTO B IaToreHese 3aboreBa-
HUS OCHOBHYIO pOJIb MIpaeT HapylLIeHMEe BCachl-
BaHMA LMHKAa B TOHKOJ KMIIKe 13-3a Oeduiura
IUHK-TpaHcnoprepos. B 2001 r. K. Wang n coasr.
OIpefeNININ MEeCTOIIONIOKEeHNe TeHa SHTepolla-
TUYECKOTO aKpojepMaTuTa Ha JJIMHHOM Ijlede
xpomocoMb! 8 (8q24.3) [4], a B 2002 r. fedeKTHBIIL
red 6bi1 upgeHtu¢unuposan S. Kiry n coasr. kak
SLC39A4 - ren, xopupymoliuii 6GeloK-TpaHCIOp-
tep uuuka ZIP4 (anra. the zinc iron-regulated
transporter-like protein) [5]. Ten coctout us 12 sx-
30HOB U KOZUPYeT 60K, COCTOSAIINI U3 647 amu-
HOKMCITOTHBIX OcCTaTKoOB [6]. Tem SLC39A4 skc-
IpeccupyeTcsi B JABEHAALATUIEPCTHON M TOLIeN
KMIIKAaX — yY9acTKaX KMIIEYHUKA, UMEIOIIX BadK-
HOe 3HadeHue /s abcopbuny nuuka [7, 8.

B mpodeccuonanpHoll 6ase HaHHBIX MyTa-
puii Human Gene Mutation Database 2013.2
onmucaHbl 42 mytanum reHa SLC39A4: mucceHc-,
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HOHCEHC- i MyTalluy B CIJIAJICHTOBBIX 00TacTAX
reHa; MUKpOJeneuy U MUKPOBCTaBKM; C/IOXKHBIE
nepecTaHoBKY [9]. BonbmMHCTBO MyTanuil B reHe
SLC39A4 - rOMO3UTOTBI M/IM KOMIIZIEKCHBIE Te€TePO-
3UTOTBI, PEIKO YMCThIe TeTepo3uroTsl [4, 10]. Huxe
IpefcTaBIsieM OMMCaHue COOCTBEHHOTO KIMHMYe-
CKOTO HAOMIO[IeHNsI CEMENTHOTO YHTEPOIATUIECKO-
ro akpofepMaTuta y pebeHKa ¢ HOBOIl MyTarjuein
B rere SLC39A4.

KnuHunyeckoe Ha6mo,qe|-||/|e

Marb ¢ [1eBOYKOJ B Bo3pacTe 4 MecAueB 18 pHel mo-
cTynunu B HeoHaronormdeckoe otgenenne JI'Kb
nm. 3.A. BamsieBoii ¢ )kanmo6aMi Ha HajI41ie BBICHIITAHUIL
Ha KOJXe [TepIopanTbHOIL, lepraHanbHOI 06/1acTell, yIIHbIX
PAKOBIH, U3MEHEHNe HOTTeBBIX IVIACTUH IIepPBbIX MTaJIbIeB
CTOII, YaCThI KUAKMIL cTys. VI3 aHaMHe3a M3BECTHO, YTO
pebeHOK pofmIcs OT BTOPOIl GepeMeHHOCTI. Y MaIjMeHT-
KI €CTb CTapiias cecTpa 2 jIeT 6 MecsLeB, KOTOPOIi 2 roja
Hasal OBUI YCTAHOBJIEH [MArHO3 SHTEPONATUYECKOTO
aKpofepMaTnTa.

Amnamnes xusHu. Pe6EHOK POX/EH OT HEPOJCTBEHHO-
ro 6paka. bepemenHoCTh mpoTekana Ha GoHe TOKCMKO3a
B IIEPBOM TPMMECTPE, YIPO3bI BBIKUbILIA B TPETheM TPU-
MecTpe, aHeMuu 6epeMeHHBIX Ha BCeM IIPOTsKeHmu. Popibl
CpPOYHBIE, CAMOCTOATEIbHbIE, MACCa Tela NMPU POXKIEHNUN
3800 r. C poxx/ieHM A Ha IPYHOM BCKapM/IMBAaHUN.

Anammnes 3abonesanus. Co C1oB Marepu, B BO3pac-
Te 3 MecAleB, IOC/Ie HENOTHOIO 3aBeplleHus Iepuoa
TPYAHOTO BCKApMIMBAHMA, Y JIEBOYKM MOABUINCH OfM-
HOYHbIEe BBICHIIAHMA Ha KOXK€ BOKPYI €CTeCTBEHHBIX OT-
BepcTuit (POTOBOIL MOIOCTH, YIIHBIX PAKOBMH, B 06/1aCTH
IPOMEXHOCTH), COPOBOX/ABIINECS YMEPEHHBIM 3y/IOM.
B TedyeHue moC/eRyoOIEro BpeMeHy ObII0 OTMEYEHO yBe-
JIMYeHe KOMMYeCTBa I TUIOI[AY BBICHIIIAHMIA, TOSIBJICHIIE
9po3uif, KPOBOTOYMBOCTM, M3MEHEHNMe HOITEeBOIl II/Ia-
CcTUHKU | manpIa npapoit CTONbL. DNU30AMYECKY BO3HU-
Kaja fuapes ¢ IMpusHakamy Manbabcopbuum. Pogurenn
06paTUINCh B MONMUKIMHUKY II0 MECTY XXUTeIbCTBa (pe-
cry6nuka JlarecraH), rie ObUI YCTAaHOBJIEH AMArHO3 aTo-
MMYECKOTO JepMaTuTa, PeKOMEHJO0BAaHO MCIIOIb30BaHIe
aHTHOAKTepNaabHON Masy (KOMOMHMPOBAHHBIN IIpemna-
par GauMTpanyHa M HEOMUIIVHA), TOIMMYECKOIO ITIOKO-
KOpTUKOCTepOugHOro Kpema (6eramerason). Tepamus,
IpOBOAMMAs B TeYeHMe 2 Heflenb, He uMena addekTa, 3a-
PeTuCTpMpPOBAHO PACIPOCTPAHEHNE BBICHIITAHNUIT HAa KOXY
IVICTATbHBIX (DasIaHT ManblieB KUCTEN U CTOI. YUUTHIBAS
OTCYTCTBUE JVHAMUKM Ha (OHE MPOBOAVMMOI TepaIui,
ponuTtenu camoctosTenbHo obpatunnuch B 'BY3 «[leTckas
ropopickasa nonukanHuka Ne 94» JI3M. Ileguarp samnopo-
3pui Y pebeHKa 9HTepOIaTHIeCKIUIT AKPOXEePMATHUT B CBs-
311 C HA/IM4MEM CXOXKell CUMIITOMATUKY Y CTaplieil CeCTphl
U HampaBui B 1-e HeoHaTonornueckoe orgenenue JI'Kb
uM. 3.A. BauisgeBoil Ha 06¢cieoBaHe U IeYEHE.

KnuHuyeckme HabnogeHua
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O6wvexmuero. CocTOsHME NALVIEHTKU IPY IOCTYII/Ie-
HuM OGBIIO paclieHeHO KaK CpefHeTsDKeIoe, CTabuIbHOe.
CosHaHue SICHOe, alllIeTUT COXpaHeH. PeOeHKy Ha3HaYeHO
IPyAHOE BCKapMIMBaHIUe, PEKOMEHJOBAHO IPY HEOOXORN-
MOCTM JOKapM/IMBaTh aJallTUPOBAHHON MOJIOYHOI CMe-
cbi0. [ToAKOXKHO-KIPOBas KJIeTYaTKa Pa3BUTA M3OBITOHO,
pacmpefiesieHa paBHOMEPHO. /1M Oy3/Ibl He aIbIpoBa-
nmuchb. KOHBIOHKTUBBI PO30BbIe, YMcThie. KpoBonsnuanms
B CKJIepy HeT. IlymouyHas paHKa 9IUTeIM3NMpOBaHa, 6e3
ocobenHocTell. ITynouHble COCYyAbl He HManbIIMpOBAJINCh.
Harpy6aums rpyfmHbIX >Keme3 HeT. KocTHO-cycTaBHas
crcrema 6e3 maronornu. Co CTOPOHBI GPOHXOTETOYHOI
U CepAeYHO-COCYAMUCTOI CUCTEM ITATOOT UM He BBIABJIEHO.
Toubr ceppua HpI/II‘IIyIHeHI)I, pPUTMUYIHDIE, BI)IC}IYI_[II/IBaTICH
HENOCTOSHHBIN CUCTONMMYECKMII IIYM, HEJOCTATOYHOCTD
KkpoBoobpamienns 0 cremenu. ITynbcanus Ha GeIpeHHBIX
apTepusAX ¥ JIy4YeBBIX apTepUAX YHOBIETBOPUTENbHAL,
cuMMeTpuydHas. JKMBOT mpaBuibHON GOPMBI, TOAB3AYT.
ITanpmanus cBobogna. Ileyenn:+1,0 cm. CeneseHka He
yBenuueHa. IlepucTanbTuka KMIIEYHNMKA Y/OBIE€TBOPU-
tenbHast. CTY/I pa3)XI>KeHHBII JKeITO-3€/IEHOTO I1BeTa 6e3
IIpyMMeceii CO 37I0BOHHBIM 3amaxoM. Hapy»xHble II0/I0BbIe
oprasl cOpMUPOBAHBI IPABUIBHO, 110 )KEHCKOMY THUILY,
CNIM3UCTOE OT/e/iieMOoe U3 Biaranuia. Modenonosas cu-
cTeMa 0e3 maTonoruu. YpoBeHb 60APCTBOBAHNUSA CHIDKEH
YMepeHHO. B3r/ay: monbITky GpuKcanym, IpocieXnBaHuA
HeT. Kpuk rpomxuii. Ilatonorndeckas pedekTopHas ak-
TUBHOCTb OTCYTCTBOBaA. [To3a drexcun. Cocanue BeIpa-
JKEHO YJIOBII€TBOPUTENIbHO, MCTOWaeTcA. JBurarenbHas
AKTMBHOCTb CHMDKeHa. TpeMop B JMCTaIbHBIX OT/eIax
PYK M HOT IIpU Harpyske. MeHMHIeabHble 3HAKM: OTPUI[a-
Te/lbHbIE. BereTaTnBHas cepa: TEIIO yAep>KuBaIa yiOB-
JIETBOPUTENLHO.

Ko’xHbIe IIOKPOBBI PO30BBIE, IIAH03a HET, TUL0 U YIIN
TUIepeMIPOBAHbI COOMIBHBIM LIey e HneM. OTMedanach
He3HAYMTeTbHAA IACTO3HOCTD MATKUX TKaHel, yMepeHHO
BBIPa)KEHHBINI MpaMOpHBIN pucyHok. Ha kxoxe mepuo-
PanbHOI 30HbI, YIIHBIX PAKOBMH, BEPXHETO BeKa IIPABOTO
I7a3a, B 00/IaCTY KPBIIbeB HOCA, KMCTEll M CTOII OTMeda-
JIVICb MHOJKE€CTBEHHDBIE 3PO3VIBHO-IECKBAMAaTMBHbIE O4Yaryn
HEIpPaBUIbHOI GOPMBI, ¢ YeTKMMY TPAaHULIAMM, C CEPO3-
HBIMJ THOMHBIMU KOpOYKaMU Ha IOoBepxHOCTH (puc. 1).
Ha Ko>Ke B 3aTBIJIOYHOIT 0671aCTV ONIPENIENANOCh YMEPEHHO
MHQUIBTPUPOBAHHOE IATHO SPKO-KPACHOTO IIBETa, IO-
KpBITOE CepO3HO-reMOpparnieckumm Kopkamm (puc. 2).
Ha koxe aHOT€HUTaIbHOI 00/1aCTY OBIIY OOLIMPHbIE 9PO-
31U C SIPKOJI TUIIepeMIIeit, CepO3HBIMI KOPKaMI 1 OOPBIB-
KaMI 3MUziepMICa 110 KPaeBoil 30He 0YaroB MOpPaKeHMs
(puc. 3). Ormevanach gedopManysi HOITEBBIX MIACTIHOK
u napoHuxus I manbues croi (puc. 4).

Jlabopamopnuie dantovte. IIpy MOCTYIUIEHUN B 00IeM
aHa/mm3e KpoBYM — TPOMOOLUTBI 672X 10°/1, neiKommuThI
12,1x10°/nm, ocranpHble HOKasaTenu B Ipefenax pede-
PEHCHBIX 3HadYeHMil. B obleM aHammse MOYM — peaxIys
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Puc. 1. MaumneHTKa Y, 4 mec. Ipo3nBHO-
[leCKBamMaT/BHble 0Yarn HernpaemnNbHON
HOPMBI, C UETKUMY FPAHMLAMU, C CEPO3HbIMM
FHOMHbBIMM KOPOUYKaMM Ha MNOBEPXHOCTY,
NOKanu3yloLLmeca Ha nnLe BOoKpyr

eCTeCTBEHHbIX OTBEPCTUN

Puc. 3. MaupveHTka Y, 4 mec. Ouarun sputemsl,
3p03UK C 0OPBIBKaMY INMAEPMICa,

Cepo3Hble KOPKM, TOKaNM3yIoLMecs Ha Koxe
NMPOMEXHOCTH

Puc. 2. MayneHTka Y, 4 mec. YMepeHHo
NHOUNBTPUPOBAHHOE MATHO APKO-
KpacHOro LiBeTa, MOKPLITOE CEPO3HO-
remMopparnyecknmMmn KopKamu,
NOKaNM3YIoLLEECA Ha KOXe B 3aTblIOUHOM
obnactn

Puc. 4. MauvenTka Y, 4 mec. ledopmauma
HOrTEBOW NAACTUHKM 1 NapOHMXMA | nanbla
NEBOV CTOMbI

KICIas, NEMKOUUTBI — 4—-6 B 110/I€ 3pEeHMU; SNUTENNI 11710~
CKMI1 — MHOTO B IIOJI€ 3PEHUA; SMUTE/NINIA ePEeXOMHbINA —
MHOTO B TIO/ie 3PEHMU; SMUTENMUI MOYeYyHbIl — B Mone
3pEHM; SPUTPOLUTHI HeM3MeHeHHble — 7-10 B mose 3pe-
HIS; 9PUTPOLIUTHI M3MEHEHHbIE — B IIOJIe 3peHMs; OaKTe-
puM — B IOsle 3peHuss; rpubsl — B IOJIe 3peHns. B 6uoxu-
MMYeCKOM aHajIM3e KpOBU — aclapTaTaMuHoTpaHcdepasa
47 Ep/n, wenounas docdarasa 130 Exn/n, ypoBeHs nuHka
B CBHIBOpOTKe KpoBu 0,263 MKr/Mi (pedepeHCHBIN fyamna-
301 0,75-1,50), ocTa/ibHbIe IOKA3aTeNN B nmpepenax pe(be-
PEHCHBIX 3HaUYEHMUIL.

Ha ocHOBaHMUM KIMHMYECKOJ KapTUHBI (IIOpa>KeHN
KOXX1, IOKaM30BaHHbIE BOKPYT €CTECTBEHHBIX OTBCPCTI/IIZ
U Ha IYICTA/IbHBIX OT/ie/IaX KOHeYHOCTeNl, iuapes), JaHHbIX
JTab0paTOPHOI FUATHOCTUKY (TPOMOOLITO3 B 00IIeM aHa-
JIM3e KPOBM, OTParkaloIMii BOCIAUTENbHBIN IPOLecC,
CHIDKEHME YPOBHA Ie/IoqHol docdarassl, nMeollee A-
ATHOCTUYECKOE 3HAYE€HME IIPpU L[I/IHKI[e(l)I/II_U/ITHI)IX COCTO-
SHUAX, ¥ CHIDKEHME YPOBHS LIMHKA CBIBOPOTKM KPOBH),
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Puc. 5. MauneHTka Y, 4 Mec, Yepes 3 iHA Tepaniiv npenapatom cynbdata LnHKa: A — Perpecc MOKHYTUA, YMEHbLUEHWE BbIDAKEHHOCTU MUNEPemMmn, KOIMYeCTBa CEPO3HO-
THOMHBIX KOPOYEK Ha KOXe NviLia BOKPYT eCTeCTBEHHbIX OTBEPCTUI; B — yMeHbLIeHVe BbIPaXKEHHOCTI TMepemMiin, KONMUeCTBa CePO3HO-THOMHBIX KOPOUEK Ha Koxe
BOSIOCKICTON YaCTyi FONOBbI B 06NaCTV 3aTbika; B — anutenusauma spo3nit, ymeHbleHve BbipaXKeHHOCTM runepemim, KonnyecTsa CePO3HO-THOMHbIX KOPOUeK Ha Koxe
aHoreH1TanbHoM 06nacT; I — yMeHbLIEHME BbIPaKEHHOCTI OTEYHOCTH, rMnepemmnmn AUCTanbHOro ganarra | nanbLa nesow CTombl

aHaMHe3a 3a007IeBaHNs (BO3PACT Hava/Ia MaTOMOTMIEeCKO-
ro Ipolriecca) ¥ XX13HY (Han4ue SHTepOIATHYeCKOro ep-
MAaTHUTa y CTAaplIell CeCTPbl) MALMEHTKe GBI YCTaHOBJIEH
AMATHO3 9HTEPOIATIYECKOTO aKPOIepPMATHTA.

ITarmeHTKe ObIT Ha3HAUEH Ipenapar cynbdara HMHKA
U3 pacyeTa 3 MI/KT MacCHI TeJIa B CYTKU 110 S7IeMeHTapHOMY
LMHKY. B CBsI3M ¢ Ha/M4neM 04aroB BTOPUYHOTO MHGUIN-
poBaHMsI GBI TAK)Ke Ha3HAUeH aHTIOAKTepHaTbHBIIL KpeM
IIMPOKOTO CIeKTpa peitctBus. Ha done mpoBopgumoir
Tepanuu depe3 3 SHsS COCTOSHUE OONBHON 3HAYMTETHHO
YTy 4ILINIOCh: OTMEY€eH Perpecc MOKHY TS, SN TeTM3ALIV
9pO3MIL, yMEHbIIEHNE BBIPAXKEHHOCTY TMIIEPEMUN U KO-
JINYECTBA CEPO3HO-THOMHBIX KOPOYEK; HOBBIE 9/IEMEHTHI
ChINNM He HOSIBISUIUCD (puc. 5). Yepes Hefeno or Havama
Tepanuy IpenapaToM L{MHKA 3aperuCTPUPOBAHO IPAKTH-
YecK!) IOJTHOEe 3a)KMBJIEHJE OYaroB SHTEPOIATHYECKOTro
akpogepmarura (puc. 6).

JInA HOATBEepXKJEHNsA NMATHO3a IHTEPONATUYECKOTO
aKpofepMaTuTa ObIIO IPMHATO PelleHNe O MPOBefeHUN
MOJIEKY/IAPHO-TeHETNYeCKoro  uccmenosannsa. Cecrpe
M Marepu TANMEHTKM  MOJIEKY/ISIPHO-TeHETIYecKoe

UCCTIelOBaHYe He NIPOBOJUIOCD. VccnemoBanue
6b110 BoimonHeno B ®I'BHY «MTHI] um. akajgemuka
H.IT. boykoBa». MeTofoM INpPAMOro aBTOMATM4ECKOTO
cekBeHMpoOBaHuUs uccregosaau obpasen JHK ¢ menbio
IIOJMCKa MYTalMii B KOJAUPYIOLleil IOCTefoBaTe/IbHO-
cTM 1 0671aCTAX 3K30H-MHTPOHHBIX COEMHEHNUII TeHa
SLC39A4 (NM_130849.3), OTBETCTBEHHOTO 3a pPa3BUTHE
CUHJpOMa 3HTEPOINATUYECKOr0 aKpofiepMaTuTa. B sx3one
10 rena SLC39A4 BbIABIEH He ONMMCAHHBIN PaHee BapMaHT
HYK/JIEOTUJHOI I10C/Iel0BaTeIbHOCTI c.1486del, NIpUBO-
OAIMIA K COABUATY PAMKM CUMUTBIBAHUA C obpasoBaHMEM
IpeX/IeBPEMEHHOTO CaliTa TepMUHALMM TPAHCIALNMI
(p.Leu496Cysfs*4), B romo-/reMU3UTOTHOM COCTOSIHUIL.
JlaHHBI BADUAHT CIeAYyeT PaCleHMBATh KaK BePOATHO Ia-
TOTEHHBII, AB/IAIOLINIICA Hatb0/Iee BePOATHON MPUIMHOI
3a007eBaHMA.

06¢cyxpeHune

ITockomnbKy st pebeHKa IePBBIX MeCSILIEB KI3HI OC-
HOBHOII ICTOYHUK IIMHKA — IPY/JHOE MOJIOKO, IIepBbIe
Hpu3HaKyu 3a60eBaHMsI OOBIYHO BO3HMKAIOT IIPU

Puc. 6. [NauneHTka Y, 4 mec., yepes Hefento Tepanuy npenapaTom LuHKa: A — MOMHbIN perpecc BbICbINaHWi Ha koxe nnua; b — nonHoe 3axreneHvie apo3ni,
3HaYMTENbHOE YMeHbLLIEHME BbIPAXKEHHOCTW FMNepemMmnm, MCHE3HOBEHME WenyLweHWs; B — ncye3HoBeHWe OTeUHOCTY, yMEHbLUEHNE BEIPaKEHHOCTH rMnepemmn
C COxpaHeHnem aedpopmaLyin HOrTeBOI MNACTVHKYM | ManbLa NeBow CTomb
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Puc. 7. MaymneHtka M., 8 mec. Oyarn asputembl 1 3p031K, MOKPbLITHIE
CEPO3HO-THOMHBIMY KOPOUKaMU, NOKANM3YIOLMECA Ha KOXKe nLa
BOKPYT eCTeCTBEHHbIX OTBEPCTUI

OTMeHe TPYJHOTO BCKapM/IMBAHMs WM yMEHbIlle-
HUY CYTOYHOrO 00'beMa IPYLHOTO MOJIOKA Ha 3Talle
BBeJIeHN S IPOAYKTOB mpukopma [11]. Knnunueckas
KapTMHA SHTEPOIATMYECKOr0 aKPOAEPMATUTa Xa-
paKTepusyeTcst TPMALOil: MOPAXKEHUAMY KOXU, JI0-
Ka/IM30BAHHBIMIU BOKPYT €CT€CTBEHHBIX OTBEPCTMUII
U Ha JIUCTAJIbHBIX OT/le/laX KOHEYHOCTE!, anomeruei
n puapeeit [2]. 115 KOXXHBIX HPOSIBIEHUI TUIINYHO
BO3HJKHOBEHE 09aroB SPUTEMBI U 9PO3MIL, TOKaN-
3YIOIMXCSI BOKPYT €CTeCTBEHHBIX OTBEpPCTHUII (B Ite-
PUOPONTANBHOI, IepUOPAIbHOI, IIepUaHaIbHON
U PeTpoaypUKYIIAPHOIL 06/1aCTSX), C HOCTENYIOUIIM
X CUMMETPUYHBIM PACIHPOCTPAHEHNEM Ha KOXY
IPOMEXHOCTI, ATOAUILIBI U HepudepudecKne da-
CTV KOHEYHOCTe. DPUTEMATO3HBIN XapaKTep ChIIN
y HallMeHTOB C 9HTEPONATUIECKIIM aKPOJePMaTUTOM
[IOCTETIEHHO CMEHsSIETCs IOSIBIEHMEM ITYCTY/Ie3HBIX
U Be3UKO-Oy/I/Ie3HBIX 37IEMEHTOB, KOTOpPbIE MOTYT
nprobperarb THOMHBIN XapakTep Ha (pOHe BTOPUI-
Horo nHouIpoBanus (puc. 7, 8).

IIpu sHTepomaTMYecKOM aKpPOAEPMATHUTE IIO-
MIUMO SHUIEPMIUCA TTOPAXKAIOTCA NMPUAATKU KOXKMI
U CIMBKCTBIE 000/04YKM. Y TALMEHTOB YacTo
BCTpevaTcsa napoHnxun. IlopakeHne cImM3mCTHIX
0607104eK MOXKeT OBITb NPEJCTABICHO B BUJE aH-
TY/ISIPHOTO XeinuTa, 6redapura, KOHBIOHKTUBU-
Ta, ByJAbBUTA [12]. BOMOCH CTaHOBATCA TOMKUMU,
CYXVMMM M TYCK/IBIMU, @ NPV BBIPA)XKEHHOM fedu-
uTe LMHKa Habmomaercs auddysHas anomenus.
CucreMHble IIPOSIBJIEHNSI BKIIOYAIOT TAKXXe pas-
BUTHUE UMMYHOJePUIMTHOTO COCTOAHMSA, aHEMMUIO,

Cmaodrukoea A.C, Tampazosa O.b., 3axaposa V.H., imumpuesa tO.A, TaearHos A.B., OduHa A.E., bazpamosa I.3.
KnuHnueckoe HabnoaeHe CEMENHOIo SHTePONaTUYECKOro akpoaepmMaTiTa, 0ByCNOBNEHHOTO HOBOM reHeTYeCKol MyTaumei B ak3oHe 10 reHa SLC39A4

Puc. 8. MauneHT K., 6 Mec. Ouaru apuTemsl, XenTble KOpKM Ha
boHe BTOPUYHOTO MHOULIMPOBAHWA Ha KOXE AMCTalbHbBIX OTAENOB
KOHEYHOCTeMN

CHIDKeHNe alIeTUTa, HapylleHne BOCIPUATIA 3a-
[IaXOB M BKYCOBBIX OLIYIIEHMII, 3afjepXXKy POCTa,
[ICXOHEBPOJIOrNYecKye npobmeMsl. B oTcyrcrBue
NedeHns 3aboneBaHMe MOXKET MMETb JIeTaTbHBIIL
UCXOJ,.

B nedeHNN 9HTEPONATUIECKOTO AKPOAEPMATUTA
UCIIONIB3YIOT Ipemaparsl LMHKA. PexoMeHpyemast
CYTOYHAs 03a 57IeMEHTAPHOTO I[IHKA COCTABIISAET
3 mr/kr B cyrku. Hambornee pocrymnHoit $opmoit
MUKpPO3JIeMeHTa TP [epOpPaTbHOM IIpHeMe IpH-
3HaH cynbdar nuHKa (4 Mr cynabdara copepxar
1 Mr s/IeMeHTapHOrO IuHKa). KnnHnveckuit orBer
00BIYHO BO3HMKAET B TeYeHIE HECKOIBKIUX JHE OT
Havasa Tepamuu. MHOTue Bpauy JOOABJISIOT IIpe-
[apathl IMHKA ellle O MOATBEPXKAEHNS JUarHosa
pesy/nbpraTaMu MeRVKO-TeHETUIECKOTO VCCIef0Ba-
Hus [13].

JImarHoCTMKAa 9HTEPOIMATUYIECKOTO aKpojepMa-
THUTa OCHOBBIBAETCS Ha JaHHBIX aHAMHe3a (3aBUCH-
MOCTb BO3HUKHOBEHNSI CHMIITOMOB 3a00JI€BaHUs
OT XapaKTepa BCKapM/IMBaHUs peOeHKa), 0cobeH-
HOCTSIX K/IMHMYECKON KapTUHBI U pe3y/IbTaTax Ja-
0OpaTOPHBIX MCCIefOBaHNIT (YMEeHbIIEHNE YPOBHS
I[MHKa B CBIBOPOTKE KPOBM M Ae(DUIUT IPOTEUHA
ZIP4-tpancnoprepa). JJomonHuTeIbHOE 3HAYECHME
MOXKET JMETb OIpefe/ieHIle COfepXKaHMs IMHKa
B MOdYe, BOTIOCAX, TPYAHOM MOJIOKe Marepu. B kim-
HIYECKOM aHa/lu3e KPOBM BCTPEYaeTCsl TUIOXPOM-
Has aHeMMs U JIeKONeHus. B O6Moxmmmdeckom
aHa/nM3e KPOBU MOXKeT ObITh 3a()MKCHPOBAHO CHIU-
JKEeHIe Y POBHSI 11eI0IHOI (hocdaTassl, sIBISIOIIENCs
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LM HK3aBUCUMBIM (HepPMEHTOM, YMEeHbIIEHEe COTep-
JKaHUsl 6eTa-TUIIONPOTEN/IOB, XOIEeCTePUHA, ChIBO-
POTOYHBIX MUMMYHOITOOYIMHOB.

OxonuaTenpHass BepudUKAIUs FUATHO3A TIPO-
BOAVTCSA Ha OCHOBAaHMM MOJIEKY/ISIPHO-TeHEeTUYe-
CKOTO MCCIefOBAHMA — IPY BBIABICHUN MYTaLNIA
B reHe SLC39A4 [3]. YuutbsiBasi peKoCTh HaHHOII
dhopMbI HACTIEACTBEHHOTO JepMaT03a, AMarHOCTHUKA
9HTEpPOINaTHYECKOTO aKpofiepMaTHTa B HACTOAIIee
BpeMs 3aTpyjHeHa. [lalueHThl HepefKO JIUTelNb-
HOe BpeMs HaOII0Aa0TCsI Y Bpadeil pasHbIX CIIeIy-
ANBHOCTEN U TOMy4alT HedPPeKTUBHYIO Tepa-
0. ONMcaHHOE HaMU KJIIMHUYeCKOe HAOTIoieH e
yKas3blBaeT Ha HEOOXOAMMOCTb Oojiee [eTaTbHOrO
cbopa aHaMHe3a >XM3HU NPV YCTAHOBIECHUNU Jya-
rHO3a ¥ Ha3HAYeHM NIpenapaToB LMHKA, He JIOKMU-
[asACh Pe3yIbTaTOB Me[UKO-TeHeTIYeCKOTO JCCIIe-
TOBaHMUA.

3aKnoueHue

OHTepomaTNYeCcKMil  aKpOJepMATUT IIPeACTaB-
nsieT coboit penkyio (GopMy HACTIEeLACTBEHHOTO

mepmaTosa. IToka He ObLI YCTaHOBJIEH IAaTOTeHe3
SHTEPOIATNYECKOTO aKpOfiepMaTHUTa, €r0 CUNTANN
cMepTenbHBIM 3aboneBaHueMm. Ceifqac ero Tede-
HIle KOHTPONMPYeTCA KOMIIEHCATOPHBIM IIPUEMOM
LMHKCOAepXalux npenapaTtos. HacTopoxxenHOCTDb
Bpadeil-flepMaTONOroB U IeANaTPOB B OTHOIIEHUN
IMHKAePUUNUTHBIX 3a00/IeBaHUII IPYU aKpaJlbHOM
IepMaTUTe B COYETAaHMM C ajIoNeLyel U Auapeen
Y IeTeil paHHEro BO3pacTa MO3BOIUT CBOEBPEMEH-
HO IIOCTaBUTb I PaBMUJIbHBII MATHO3 M ONIPENENUTD
TaKTUKY JI€IeHNA.

Oco6eHHOCTHIO TaHHOTO KIMHNYECKOT0 HabII0-
JeHUs ABIIAETCS Ha/M4Me y pebeHKa OTSATOLeHHO-
rO CceMelHOTO aHaMHe3a 10 SHTEPOIATUYECKOMY
aKpOZepMaTUTy M BbIAB/IEHME HOBON MyTalun
B reHe SLC39A4 mpu mnpoBefieHUM MONEKYIAp-
HO-TEHETUYECKOTO MCcaenoBannua. Habmomaembpli
OBICTPBII MOTIOKUTENBHBI OTBET Ha MIPOBOJUMYIO
Tepanuio (Ha 3-M CyTKM) yKa3bIBaeT HAa HEOOXOMM-
MOCTb Ha3Ha4yeHMUs IIperaparoB Cynbdara IMHKa
elje 70 MOMy4YeHMsl pe3y/NbTaTOB MeJUKO-TeHeTH-

YEeCKOTO UCCeloBaHmA. @

JononHutenbHaa nuHpopmauua

Cornacue naumeHTa

PoanTenu Bcex nauyeHToB JO6POBONILHO NOANMCANN UH-
dopmMurpoBaHHOe cornacue Ha Ny6aMKauuio nepcoHanb-
HON MeAVLVHCKOW UHPopMaumm B obesnuueHHon ¢op-
mMe 1 doTorpaduin B xKypHane «AnbMaHax KIMHUYECKON
MeANLIVHbI»».

®uHaHcMpoBaHue

Pabota npoBegeHa 6e3 npuBneYeHUA AOMNONHUTENb-
HOro GUHAHCMPOBAHUSA CO CTOPOHBI TPETLUX LY.
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A clinical case of familial enteropathic
acrodermatitis caused by a new genetic mutation
in exon 10 of the SLC39A4 gene

A.S. Stadnikova' « O.B. Tamrazova'? - IN. Zakharova?
Yu.A. Dmitrieva® « AV.Taganov? « A.E. Yudina' « G.E. Bagramova?

Enteropathic acrodermatitis is a rare form
of genodermatoses, a group of hereditary
disorders with prevailing skin lesions. The disease
manifestation in children is associated with
withdrawal of breastfeeding and switch to the
cow milk-based products, which makes it difficult
to differentiate enteropathic acrodermatitis from
allergic dermatoses. We describe a familial case
of enteropathic acrodermatitis in a 4-month old
girl with advanced skin lesions and diarrhea. The
familial history positive for enteropathic dermatitis
made it possible to immediately suspect this
diagnosis in the patient and to administer a zinc
sulfate-containing agent before the genetic test
results have become available. The response to
therapy was obtained within a few days. Genetic
testing of the patient identified a new mutation
in exon 10 of the SLC39A4 gene. Proper collection
of the past history and physician's vigilance

to zinc-deficient conditions in acral dermatitis
combined with alopecia and diarrhea in infants
would allow for a timely and proper diagnosis and
choice of a subsequent management strategy.

Key words: genodermatosis, enteropathic
acrodermatitis, children, zinc deficiency, SLC39A4
gene
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