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AyTOCOMHO-peLieCCUBHbLIN BPOXAEHHbLIN XTHO3.
KnuHuyeckun cnyyan: MXTUO3 NO TMNy
«KynanbHoro koctiomar. OT peHOTMNA K FeHOTUNY
N.M. Newnna, N.P. Munssckasi, W.A. l'opnaHxos, [1.B. 3acnasckuii

CaHkT-Tetepbyprckuil rocyfapcTBeHHbIN NeanaTpuieckuin MeauumnHekiin yunsepeutet, CankT-Metepbypr, Poccus

PE3IOME

VIXT03bl — reHeTnyeckue 3aboneBaHns, XxapakTepU3yLLMeCs reHepann3oBaHHON CYXOCTbIO KOXU, LIeNyLEeHeM 1 runepkeparo-
30M, HEpeaKo CoNPoBOXAAtLLMeCs apuTpoaepmimen. CornacHo UToram KOHCEHCYCHOM koHgepeHuun no nxTnody 2009 r. pasnuyart
CUHOpOMarbHble W HeCUHAPOManbHble (PopMbl 3aboneBaHns. AyTOCOMHO-PELIECCUBHBIA BPOXOEHHbIN MXTUO3 OTHOCUTCS K HECWH-
ApoMasibHbIM hopMam MXTo3a. KNMHUYECKN ayTOCOMHO-PELLeCCUBHbINA BPOXAEHHbIN UXTNO3 NOAPA3LeNnseTcs Ha TPU OCHOBHbIX (e-
HOTMNA: UXTMO3 ApnEeKVHa, NNacTMHYaTbI (MaMEennsApPHbIA UXTNO3) U BPOXAEHHAs MXTMO3MOPMHas apuTpogepmus. Pexe BCTpe-
4alTCH MeHee pacnpoCTpaHeHHbIE (POPMbI: CaMOM3NIEYNBAIOLLMNCS KOMMOUAHBIN UXTUO3, akpoakpasbHbI CaMOU3neynBatoLLmincs
KONMOWAHBIA NXTNO3 M UXTMO3 MO TUMY «KymanbHOro kocTiomay. OpHUM M3 Hanbonee nerkux BapraHTOB ayTOCOMHO-PELECCMBHOMO
BPOXOEHHOrO UXTNO3a SBASETCS MXTMO3 MO TUMY «KyManbHOrO KOCTOMay, KOTOPbIN XapaKTepuayeTcst LEMyLLEHNEM KOXU C Nokanu-
3auven npenmMyLLecTBEHHO Ha TymnoBuLLEe Be3 nopaxeHUs KOHeYHOCTeN 1 nuua. 3abonesaHue BbI3BAHO YyBCTBUTENBHBIMM K TEMME-
paType BapuaHTaMmu TpaHcriyTamuHasbl 1, kogupyemon reHom TGM1. OnncaHo knuHudeckoe HabnogeHne pebeHka Tpex MecsLeB
C ayTOCOMHO-PELiECCHBHBIM BPOXAEHHbBIM NXTUO30M MO TUMY «KynarbHOro KOCTioMay. [auueHT poguncs HeAOHOLLEHHbIM C YHUBED-
carbHbIM MOPaXeHeM KOXU MO TUMy KONIOWAHOW MEeHKW, KoTopas oTLenyLnnach B TedeHue 10 gHeit. W3 pogunbHOro joma HoBo-
poxaeHHoro nepesenu [letckyro ropogckyto 6onbHuLy Ne 1. CuctemHyto Tepanuio pebeHKy He MPOBOANIM, HAPYXXHO MPUMEHSNN Ma3b
C AekcrnaHTeHornoMm. [Mpu reHeTnyeckom 06CneaoBaHNM y Manbyvka BbISBIMK paHee He OMMCaHHBIN Kak MaTOreHHbI BapuaHT MyTa-
LUnn B 3k30He 3 reHa TGM1. B BospacTe Tpex MecsieB poautenu pebeHka 06paTuinch B KOHCYNbTaTUBHO-AMArHOCTUYECKUIA LEEHTP
Cankr-leTepbyprckoro rocyaapCTBEHHOTO NeauaTpUYeckoro MeANLMHCKOTO YHUBEPCUTETa, MU ero 0CMoTpe 0BpaTtuny BHUMaHWe
Ha cBOe0obpasHyto KapTuHy nopaxeHns koxu. CTapluas cectpa nauveHTa Takke CTpagaeT BPOXAEHHbIM VXTNO30M C XapaKTepHON
nokanusaLyen NopaxeHUs KOXu Ha TyNOBULLE 1 BOMIOCUCTO YacTu ronoBbl. [pogomkeHne novncka HoBbIX 3TUOMNOTMYECKIX (PaKTOpOB
ayTOCOMHO-PELIECCUBHOIO BPOXAEHHOTO MXTMO3a PACLLMPUT HALLE MOHMMaHWE Kak NaToreHe3a nxTrnosa, Tak 1 MOXeT ObiTb MONesHo ¢
TOYKM 3PEHMS NMOMCKa HOBBIX TEPaNeBTUYECKMX MOAXOAO0B K NIEYEHNIO 3TOr0 3aboneBaHms.

KntoyeBble cnoBa: ayTOCOMHO-PELIECCUBHBIA BPOXAEHHBIN MXTUO3, MXTUO3 MO TUMY «KynanbHOTO KOCTIOMay, TpaHCrmtoTamMmHasa 1
Kak uutupoBatb
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Autosomal recessive congenital ichthiosis. Clinical case:
bathing-suit-type ichthiosis. From phenotype to genotype

Larisa M. Leina, Irina R. Milyavskaya, Igor A. Gorlanov, Denis V. Zaslavsky

Saint Petershug State Pediatric Medical University, Saint Petersbug, Russia

ABSTRACT

Ichthyoses are genetic diseases characterized by generalized dry skin, scaling, and hyperkeratosis, often accompanied by erythroderma.
According to the 2009 Consensus Conference on Ichthyosis, syndromic and nonsyndromic forms of the disease are distinguished.
Autosomal recessive congenital ichthyosis belongs to a nonsyndromic form of ichthyosis. Clinically, autosomal recessive congenital
ichthyosis is divided into three main phenotypes. The primary phenotypes are harlequin ichthyosis, lamellar ichthyosis, and congenital
ichthyosis form erythroderma. Less common forms include self-limiting colloid ichthyosis, acroacral self-limiting colloid ichthyosis, and
“bathing suit” ichthyosis. One of the mildest forms of autosomal recessive congenital ichthyosis is “bathing suit” ichthyosis, characterized
by peeling skin localized primarily on the trunk, excluding the extremities and face. The disease is caused by temperature-sensitive
variants of transglutaminase 1, encoded by the TGM1 gene. We report our clinical observation of a 3-month-old child with autosomal
recessive congenital ichthyosis of the “bathing suit” type. Our patient was born prematurely with a universal skin lesion resembling a
“colloidal” membrane, which peeled off within 10 days. From the maternity hospital he was transferred to the Children's City Hospital
No. 1. The child did not receive systemic therapy; topical treatment with dexpanthenol ointment was applied. Genetic testing revealed
a previously undescribed pathogenic mutation in exon 3 of the TGM1 gene. The patient's older sister also suffers from congenital
ichthyosis with a characteristic localization. At the age of 3 months, the child came to the Clinical and Diagnostic Center of the Saint
Petersburg State Pediatric Medical University. During his examination, a peculiar picture of skin lesions was noticed. A continued search
for new autosomal recessive congenital ichthyosis aetiologies will no doubt increase our understanding of both the pathogenesis of
ichthyosis and might be rewarding in terms of finding new therapeutic approaches to disease.
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AyTOCOMHO-PELIECCUBHBIN BPOXAEHHbIN MXTNO3 (APBW) —
reTeporeHHas rpynna 3aboneBaHuii ¢ HapyLeHEM KepaTuHu-
3aLMK, XapaKTEPU3YIOLMXCS CYXOCTbI0 W LUEMyLUEHNEM KOXM
¢ aputemoit unm 6e3 Hee [19]. APBU BcTpeyaeTcs peako, ¢ Ya-
ctotoil npumepHo 1 cnyyan Ha 200 000-300 000 poxaeHui
[16]. 9T nposiBnEHMs BbI3BaHbI MyTaLWsMK B reHax, KOTopble
B OCHOBHOM Y4acTBYIOT B (hOpMMpOBaHMM KOXHOro Gapbepa.
Mo HecuHOpPOManbHOM WXTUO3e (DeHOTUNMYECKME NpPOsB-
NEHNs OCHOBHOTO reHeTUYECKoro Aedekta OrpaHM4nBaloTCs
koxen [19]. APBW oTHocuTesa K HecuHapomarbHbIM hopmam
NXTIO3a.

KnuHnyeckn ayToCOMHO-peLieCCUBHBI BPOXAEHHBIA UXTH-
03 NOAPa3AenseTcs Ha TpU OCHOBHbIX (DEHOTMNA 1 TPW BTOPO-
CTeneHHbIX nogTuna.

OCHOBHbIMW  (peHOTUMAaMK ABNSKOTCH WUXTUO3 apnekuHa,
NNacTUHYaTbIN (NaMennsapHbIA MXTUO3) U BPOXAEHHAS NXTUO3M-
thopmHas apuTpogepmus. Pexe 3abonesaHne xapakrepusyeTcs
OLHWM W3 MeHee pacnpoCTPaHeHHbIX BapUaHTOB ayTOCOMHO-
PeLeCCMBHOIO MXTNO3a: CamMOM3NEYMBAIOLLMIACH KOMNOWUAHbIN
WXTIO3, aKpOaKpamnbHbIA CaMOW3NeYNBaLOLLMIACT KOMNOUAHbIN
MXTWO3 1 UXTLO3 NO TUMY «KynaribHOro kocTiomay [9, 24, 29].

APBW nposiensieTcst npu poxaeHnn nubo B BULE NONynpo-
3payHol NMEeHKM, NOKPbIBatLLEd Teno, «konnougHoro 63bu»
(“collodionbaby”), nu6o, pexe, B BuAe 0BLUMPHON 3pUTEMBI U LUE-
nyweHus (MxTnosuchopmHas aputpoaepmus). B peakux cnydasx
HOBOPOXAEHHBIV POXAAETCS B «MaHUMpey, KOTOpbIA 3aTpyaHsaeT
AbIXxaHue v OBVKeHNs. Takasi KapTuHa xapakTepHa Ans camon Ts-
XENom v onacHow Ans xwu3sHn dopmbl APBU — 1xTro3 ApnekuHa
[9, 22]. Mpu poxaeHUn y 3TUX LeTei u3-3a NOTHON KONNOWAHOM
MNeHKX 1 POroBOr0 MaHLMps OTMEYAETCS 3KTPOMMOH (BbIBOPOT
BekK), 3knabuoH (BLIBOPOT pTa), AedhopMaLynst YLLUHbIX PaKOBWH,
HepeaKo runepkepaTo3 nagoHen u nogows. Co BpemeHeMm no-
Cre OTLUeNyLUMBaHNS KOMNMOWGHON NAEHKM, YTO MPOUCXOANT Ha
NepBOM MECSILIE XI3HM, Y MALMEHTOB MOTYT Pa3BUTLCS TUMNYHbIE
MpW3HaKy1 0AHOro 13 OCHOBHbIX nogTunos APBW: nnactuHyatoro
MXTIO3a, MPU KOTOPOM Ha Koxe Habntogaetcs unm guddysHoe
KPYMHOMNACTMHYATOE LUENyLeHNe TEMHO-KOPUYHEBOTO LiBETA
©e3 apuTEMBI, UMK BPOXAEHHAS NXTUO3N(OPMHAs 3pUTPOaEp-
MWS, MPU KOTOpPOIt HabntogaeTcst WenyLweHe MenkonnacTuH-
yaTbiMu 6enoBaTo-cepbiMU Yellyikamu Ha ¢oHe Auddy3Hom
apuTembl. Hepeako oTMeyvaoTcs crubatenbHble KOHTPaKTYpb,
rnornapos, v, kak CregcTere 3T0r0, HEMepPEHOCMMOCTb BbICO-
kux Temnepartyp [3, 9, 10, 12, 17, 19, 20]. Pexe BcTpeyaroTcs
MeHee pacnpocTpaHeHHble dopmbl APBW: camounsneunsato-
LUMIACS KOMNMOUAHbIA UXTO3, aKparibHbI CaMOW3NeYnBatoLLmiics
KOMMOWZHbIN UXTO3 WM MXTMO3 MO TUMY «KynanbHOro kocToma [5,
6, 11, 26-29]. MpubnusutensHo y 10-25% aetei ¢ heHOTUNOM
«KONNOMAHbIN 6361y Yepes HECKOMbKO HeAenb KoXa CTaHOBMUTCA
MpaKTUYECKN HOPMaNbHON C HE3HAYUTEMbHBIM LUEMYLIEHNEM.
OTOT BapnaHT Ha3blBaAKOT «CaMON3NEYNBAIOLLNNCS KONMOUAHBIN
NXTO3». VIHTEPECHO, YTO, HECMOTPS HA HE3HAYUTENbHBIE MPO-
SBNeHus 3abonesaHus, y GONbLUMHCTBA MNALMEHTOB, MO AaHHBIM
nMTEPaTypbl, 0TMEYAETCS HAPYLLEHWe NOTOOTAEMNEHNS M NIoXas
NepeHOCUMOCTb Xapbl. ITO NO3BONSET NPEANONOXMUTb, YTO NO-
[aBneHne PYHKLMM NOTOBBIX Xene3 He CBA3aHO HanpsMyto Co

cTeneHblo runepkepatosa [30]. MxTnos no tuny «kynamnbHOro
kocTioma» (Bathing-suit ichthyosis) — eLye ogHa peakas hopma
ayTOCOMHO-PELIECCMBHOMO BPOXAEHHOTO KxTMOo3a. [nsd Hero
XapaKTePHO yHWUKaNbHOE PacnofiOXeHUe 04aroB NopaXeHns Ha
TYNoBULLE, MPOKCUMATbHbIX YaCTAX BEPXHNX KOHEYHOCTEN, Ha
BOIOCMCTOI 4aCTy FonoBbI U Ha Luee, 6e3 nopaxeHus LLeHTpanb-
HOM YacTW NnLA N KOHEYHOCTEN, YTO CBSA3aHO C 6oree BbICOKOM
TemnepaTypon Koxu nog ogexagon [6, 11, 13, 25, 31].

APBW xapakTepu3yeTcsi 3HaUMTENbHON TEHETUYECKON re-
TEPOTEHHOCTBH W CBSA3aH C MyTaLMsMM MO MeHbLLen mepe B 15
reHax. M3BecTtHo, 4To APBW Bbi3biBatOT MyTaLmMmK B CREAYHOLMX
reHax: ABCA12, ALOX12B, ALOXE3, CERS3, CYP4F22, LIPN,
NIPAL4, PNPLA1, SDR9C7, SLC27A4, SULT2B1, ST14n TGM
[1, 2,13, 14, 15, 17, 21, 23, 28]. B uccneposanun 146 60onb-
Hbix ¢ APBW B BenukobputaHuy naToreHHble HyKneoTuaHble
BapuaHTbl Obin obHapyxeHsl y 121 (83%) nauuenta B cne-
ayowux reHax: TGM1 (29%), NIPAL4 (12%), ABCA12 (12%),
ALOX12B (9%), ALOXE3 (7%), SLC27A4 (5%), CERS3 (3%),
CYP4F22(3%), PNPLA1 (2%) w SDRIC7 (1%) [23]. OpHako
npumepHo B 17% criy4aes MONeKynsipHasi OCHOBa PeLieCCUBHO-
r0 MXTNO3a OCTAETCS HEN3BECTHOM.

Mo faHHLIM MHOrMMX aBTOPOB, Haubonee 4acTo BCTpeva-
toTca MyTauun B reHe TGM1T, Ha JOM0 KOTOPbIX NPUXOLMUTCA
32-51% cny4aes uxTnosa B pasHbix nonynauusx [10, 21]. e
TGM1, pacnonoxeHHbln Ha xpomocome 14q11.2, cocTouT u3
15 3K30HOB U KoaMpyeT (HEPMEHT TpaHcriTamuHasy-1. Mo-
nekynsipHas macca depmenta TGM-1 coctaBnsiet 89 k[la, oH
cocTouT 13 817 ammHokucnot. ®epmeHt TGM-1 oTBeYaeT 3a
«clmBaHue» 6enkoB poroBoro KOHBEpTa B KMeTkax POroBOro
cnos anugepmuca [4]. Mytaums B reHe TGM1 Bbina ugeHTH-
uuMpoBaHa Kak y MauveHToB C NamensipHbiM WXTUO30M
W UXTNO3NOPMHON IpUTPOAEpMUen, Tak npu Bonee nerkux
BapuaHTax — CaMOW3NeynBatoLLEMCs KOMMOUAHOM MXTWNO3€
1 MXTIO3€ MO TUMY «KymanbHoro koctiomay [7, 10, 18, 21].

XT1o3 No TUMy «KynanbHOro KOCTIoMa» — peaKvuid BapuaHT
APBW, 00ycrnoBneHHbIN TeMNepaTypHON YyBCTBUTENBHOCTHIO
HeKoTOpbIX MyTauuin eeHa TGM1. MNepBble coobuieHns 06 aTon
thopme 1xTno3a Obinn onybnukosaxsl B 1970-x rogax y nayu-
eHTOB 13 KOxHON Adpukn, B JanbHeiweM nosBunncs, paboTsl
0 pacnpocTpaHeHHOCTW 3Toro 3abonesaHust B Apyrux adpu-
kaHCkux cTpaHax [5]. 3a nocnegHue roabl 6610 ony6nmkoBaHo
HECKOJIbKO KMWHUYECKNX HabmnioLeHnn nauneHToB ¢ UXTUO30M
Mo TUMY «KynanbHOro KOCToMa» B ApYrux pernoHax [8, 18, 27].
OTU NauUMeHTbl POXAAIOTCS B FEHEPANN30BaHHON KOMONAHOM
nfeHKe, NOCne OTLWenyLWBaHUs KOTOPOi Ha Koxe obpasytoT-
CS1 KOPUYHEBATBIE YELLYIKM, NOKPbIBALLME TOMBKO TE Y4aCTKM
TEna, KOTopble Kak Obl 3aKpbIThI KynanbHbIM KOCTIOMOM. Xapak-
TEPHO, YTO KOHEYHOCTU U LigHTpanbHas 4acTb nnua ocTakTes
HeTPOHyTbIMK. Koxa nagoHen n nogoLLB MOXeET ObiTb Anddys-
HO yTOrLieHa. AHOManuM HOTTEN 1 COMYTCTBYHOLLME BHEKOXKHbIE
naTonoru oTcyTcTByHT [8]. Mpu rMcTonornieckom uccnenosa-
HWUW OBHaPYXMBAKOTCS OPTOMMNEPKEPATO3 U aKaHTO3.

MonekynsipHast OCHOBa 3TOro 3aboneBaHus JOnroe Bpemst
ocTaBasiacb Heu3BeCTHoi. B ganbHemiuem Obinn o6HapyxeHbl
FOMO3MIOTHbIE UMW KOMMAYHA-reTEPO3UrOTHBLIE MyTaLMK B reHe




TGM1, HO BbINO CHOXHO MOHATb, KaK MyTaLus MOXET NpuBO-
AMTb K TaKOMy Iokanu3oBaHHomy ¢peHotuny [16]. C nomoLlbo
uncposoi Tepmorpaduy  BnepBble  NPOLEMOHCTPUPOBANY
Koppenauuio Mexay TemnepaTypon Tena u wenywexuem [18].
[eckamauns BO3HWKaeT Ha bonee Tenmbix yyacTkax Tena,
rAe aKTUBHOCTb MyTaHTHON TPaHCINyTaMUHa3bl 1 3HaYUTENBHO
CHIKEHa Mo CPaBHEHWIO C ApYruMM yyacTkamu Tena. Buaumo,
NpW UXTUO3e MO TUNY «KynamnbHOro kocTiomay Mmytauum TGM1
NPMBOAAT K TEMNepaTypHo-3aBucumomy ceHotuny [7, 18].

Y NaLMEHTOB C MXTMO30M MO TUMY «KYNanbHOMO KOCTIOMay
6b110 BhisiBNEHO 20 MucceHc-myTauumi B reHe TGM1, 9 u3 koTo-
PbIX BCTPEYanuCh TOSbKO Y MaLMEHTOB C (DEHOTUMOM UXTMO3a
Mo TUMy «KynarbHOro KOCTIOMay, a ocTarbHble 11 Obinu xapak-
TepHbI kak 4ns 3Toi opMbl, Tak 1 ansa apyrux Tunos APBU. [lo
HeAaBHEro BPEMEHM He BbIno N3BECTHO O KOPPENALM Mexay
reHOTUNOM M (heHoTMNOM. Takum 0bpasom, 0fHa 1 Ta xe MyTa-
uns B TGM1 moxeT NpuBoaNTb Kak K reHepanusoBaHHomy APBI,
TaK 1 K MXTMO3Y MO TUMy «KynarbHOro KOCTioMay. BeposTHo, 310
CBUOETENbCTBYET O NpeanosiaraeMoM B3aMMOLENCTBIN MEXTY
OKpY>aloLLEN Cpenon v reHoM, NpMBoAsLLEM K AnddepeHumanb-
HOW 3KCNpeccum OJHOM U TOM e MyTauuu [7, 13, 18].

COBPEMEHHAA
KNACCUDUKALINA UXTUO30B

B centabpe 2025 r. B Mapwke npowen nepeblil UHTEP-
HaUWOHambHbIA cuMno3nyM «3aboneBaHnst C HapyLUEHUEM
anuaepmanbHon  OuddepeHUMpoBky.  Hapywenns — anu-
pepmansHon  auddepeHymposkn  (Epidermal  differentiation
disorders, EDDs) — 3710 00wuit TepMuH Ans BOMbLUON rpynnbl
paccTpoiCTB, paHee W3BECTHbIX KaK WXTWO3bl, NafOHHO-MO-
[OLUBEHHbIE KepaTodepMun W fpyrue 3abonesaHns ¢ Hapy-
WweHneM auddepeHLpoBkA anuaepmuca. Ha cumnosuyme
Obina npegcTaBneHa HoBas Knaccuukaums CUHAPOMASbHbIX
1 HECMHAPOMAnbHbIX NXTMO30B. Ecnmn knaccudmkauyms 2009 r.
yuuTbiBana npexae BCero KnuHu4eckue nposieneHus 3abone-
BaHusi, TO Nporpecc B obnacti MOMEKYNSpHOA AMarHOCTUKA
Mo3BONUN MOMYYNUTb MPUHUMNMANBHO HOBOE MpefcTaBreHue
0 natodmavonornn 3abonesaHuil, YTO Aano BO3MOXHOCTb
NepecMOTpeTb NMPEXHIOK HOMeHKNaTypy. HoBoe Ha3BaHue 3a-
BonesaHus BkNKOYaeT B ¢ebs UMS NOPaXEHHOTo reHa, 0603Ha-
yeHne NEDD (HecuHapomanbHOe HapyLueHne 3anngepmarnbHOm
A epeHLMPOBKI), @ MHOTAA U KIMHYECKYI0 XapaKTEPUCTUKY
unu abbpeBmnaTypy, NOMOratLLy B NOCTAHOBKE AMarHosa [3].
B cooTBETCTBWAM C HOBOW HOMEHKNATYpOW AWarHo3 B Hallem
cnyyae [OIKeH (POpMynMpoBaThCs Criegylowmm 06pasoM:
TGM1—nEDD, Ho ans yTouHeHMs heHOTHNA MOXHO J06aBUTL
Mo TUNY «KynarnbHOro KocTioMay.

KNMMHUYECKUW CNTYYAH

Ha npvem k AepmaTonory B KOHCYNbTaTUBHO-ANArHOCTMYe-
ckuin LeHTp CaHkT-lNeTepbyprekoro rocyaapcTBEHHOMO neama-
Tpudeckoro MeauumHckoro yHuepcuteta (KOL, CM6ITIMY) 06-
paTunnch poamMTeny ¢ pebeHKoM TpeX MecALEB C xanobamu Ha
cyxocTb koxu. Manbuuk poguncs B r. CankT-letepbypre B 17
POAWNBLHOM AOME HEAOHOWEHHbIM Ha 36-i Hegene Gepemen-

HocTu, ¢ maccoit Tena 2800 r. C poxaeHus cocTosiHne 6bino
CPEAHEN TSHKECTU 3a CYET YHUBEPCANbHOTO MOPaXeHUs KOXM,
Teno pebeHka ObINo MOKPLITO KOMIOMAHOW MIEHKON, KoTopas
BCKOpE MOCIe POXAEHNS Hayana oTWenylwuBaTbes, obHaxas
3pUTEMATO3HYH NMOBEPXHOCTH (puc. 1, 2).

Ha BTOpoW Hegene Xwu3Hu pebeHka U3 poannbLHOrO Aoma
nepesenu B [letckyto ropogckyto 6onbHuLy Ne 1 ¢ guarHosom
«BPOXAEHHbIN UXTNO3». CUCTEMHOE NeYeHne He MPOBOAWH,
HapYHO NPUMeHsNM Masb C iekcanaHTeHonom. Yepes Hegento
Manbyvka BbINWUCanM B YAOBNETBOPUTENBHOM COCTOSHUM. W13
aHaMHe3a XWU3HW U3BECTHO: ceMbs pebeHka npuexana u3 Tag-
XukucTaHa, bpak poguTeneit He KPOBHOPOLCTBEHHBIN. B cembe
elle 4eTBePO JeTen. Y cTapLuei CecTpbl NATK NeT AnarHocTy-
pOBaH BPOXAEHHbIN UXTWNO3, OCTasbHbIE AETU 3A0POBLI. Y ae-
BOYKM MPOLIECC Ha KOXE NMOKanua3yeTcsl BHWU3Y XMBOTa B BUAE
XOpOLLO 3aMETHOrO LESyLIEHS FPSI3HOBATO-CepbIMI YeLLyiika-
mu (puc. 3). Kpome aToro, 0TMEYaEeTCs BbIpaKeHHOE LUenyLle-
HWe Ha BOMOCKCTON YacTu ronoBbl (PeBEHOK MOYTU MOCTOSHHO
HOCMT NMNIaToK) 1 B 06MaCcT HApYXXHOO CIyXOBOro NpoXofa.

lMocne poXOeHWs Manmbyvky NPOBENM MONEKYNSpHO-TeHe-
TUYECKOE WCCTIeAoBaHWe. [eHeTMYECKMA aHanu3 nauueHTa npo-
BElEH Ha aHanM3aTope METOLOM MapHO-KOHLEBOTO MPOYTEHNS
C MCMONb30BaHMEM KaCTOMHOM NaHenn «VIXTinoa», BknovatoLlen
KoZMpyloLMe nocrnefoBaTenbHOCT Creayolmx reHos: TGMT,
ALOX12B, ALOXE3, ABCA12, CYP4F22, NIPAL4, LIPN, CERSS,
PNPLA1, ST14, CASP14, SDR9C7, SULT2B1, FLG, ABHDS,
SLC27A4, STS. B pesynbTate Obin BbISBMEH HE ONMCAHHDIA paHee
KaK MaToOreHHbI BapuaHT HyKNeoTWAHOM MOCnefoBaTeNbHOCTY

Puc. 1.
KM3HW. [lMarHos: ayTocoMHO-pe-
LIECCMBHbIN BPOXAEHHbIA UXTNO3.
Koxa pebeHka aputemaTosHas,

Manb4uk Tpex [Hen

MOKPbITa  TOHKOW  KOMMOUAHOM
NNEHKON, C WenyLeHrem B obna-
CTV NaxoBbIx cknaaok. CobCTBEH-
Hoe HabnogeHve

Fig.1. A three-day-old boy.
Diagnosis: Autosomal recessive
congenital ichthyosis.  The
child’s skin is covered with a thin
colloidal membrane, with peeling
in the area of the groin folds and
ankle joints. Our observation

Puc.2. Manbunk Tpex [Heil
XU3Hu. [lnarHo3: ayTocoMHO-pe-
LIECCUBHbIN BPOXKAEHHbI NXTHO3.
OTtmeyaeTcs nopaxeHue roneHo-
CTOMHbIX CYCTaBOB C runepkepa-
TO30M Ha thoHe 3putembl. Cob-
CTBEeHHOe HabniogeHne

Fig.2. A three-day-old boy.
Diagnosis: Autosomal recessive
congenital ichthyosis. Lesions of
the ancle joinstwith hyperkeratosis
against a background of erytema
are noted. Our observation
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Puc.3.  AyTOCOMHO-peLiecCuBHbIN BPOXOEHHbIV MXTWNO3. [leBouka,
5 net, cTapwas cectpa npobanaa. BHu3y xuBoTa v B NaxoBbIX cknag-
kax MMeKTCs NNOTHO CUASLLME Yellyiku Cepo-KOPUYHEBOrO LBETA.
CobcTBEHHOE HabmoaeHne

Fig. 3.  Autosomal recessive congenital ichthyosis. A 5-year-old girl,
the proband's older sister. The girl has tightly seated gray-brown scales
on her lower abdomen and in the groin folds. Our observation

B 3k30He 3 reHa TGM1 (chr14:24261829T>C) B romo/re-
MWU3MrOTHOM COCTOSIHUM, MPUBOASALLMIA K MUCCEHC-3aMeHe
(NM_000359.3: ¢.374A>G, p.Asn125Ser). BapuaHTbl B reHe
TGM1 B TrOMO3MIOTHOM W KOMMayHA-reTepo3nNroTHOM Co-
CTOSHUM OMUCaHbl Y NALUWEHTOB C ayTOCOMHO-PELECCHBHBIM
BpoxaeHHbIM nxTno3om 1 (OMIM: 242300). BbisBNEHHYHO Hy-
KNeoTWOHY0 MOoCneaoBaTeNbHOCTb CriedyeT pacLieHnBaTh Kak
BapuaHT C HEOMPEAEneHHON KIMHNYECKON 3HAYMMOCTbIO, KO-
TOpbIA, TEM HE MEHEE, MOXET UMETL OTHOLLEHME K heHOTUNY
nawlueHTa B Cryyae NonyvyeHns AOMOMHUTENbHBIX MOATBEPX-
[aloLLNX AaHHBIX.

Ha momeHT ocmoTpa manbuuky 3 mecsua. CoctosHue
pebeHka yA0BNETBOPUTENBHOE, NCUXOMOTOPHOE pa3BuUTHE Mo
Bo3pacTy, Macca Tenia 7000 r. Co CTOPOHbI BHYTPEHHMX Opra-
HoB 6e3 nmatonorun. KoxHble MOKpOBbI MPaKTUYECKM YKCTbIE,
OTMEYaeTCs NULUb YMEPEHHOE LUEMNYLEHNE B MOAMbILLEYHBIX
BraguHax u Ha BOMOCKCTOI YacTu ronosbl (puc. 4).

Ha ocHoBaHuv aHamHe3a (BTOpoi pebeHok B CeMbe CTpa-
[aeT BPOXAEHHbIM MXTMO30M), AMHAMMWKA KIMHUYECKOA Kap-
TUHbI 3a00NeBaHNs M JaHHbIX EeHETUYECKOro MCCMEAoBaHNs
pebexky npu ocmotpe B KOLl npu CMBITIMY noctaeneH aua-
THO3: ayTOCOMHO-PELIECCUBHBIN BPOXAEHHBIA MXTNO3 MO TUMY
«KyManbHOro KOCTIOMay.

Manb4uk nonyyan HapyxHyt Tepanuio Masbto C AekcanaH-
TeHonoM. Ha choHe neyeHns aputema 1 LUENyLLEHNE Ha Koxe
YMEHBLUMANCH, COXPAHAETCS LUEMYLIEHNe KOXM B MOAMbILLIEY-
HbIX CKIafKax U Ha BOMOCMCTOI YacTu ronosbl. PebeHok ocTa-
eTcs nof HabnoLeHnem Bpaven.
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