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0O60cHoBaHue. [MNoTpMxo3 — HacaeCTBEHHas popma aaorneLnu, Bbi3biBarollasi MOYTH MOJIHYH MOTEPHO BOJIOC Ha roso-
Be B JeTCKOM Bo3pacTe. [JuarHo3 ycTaHaB/AMBaETCS NPEUMYLLECTBEHHO HA OCHOBaHUM aHaMHe3a M KIIMHUYECKON KapTu-
Hbl. JONOIHUTE/IbHBIM METOAOM ANArHOCTMKM, MO3BOJISIOLMM BbICTaBUTb ANArHO3 «rMNOTPMX03» NPU COMHUTEbHON UIN
CTEPTOMN KIIMHMYECKON KapTUHe 3ab0/1eBaHuns, a TakKe B XxoAe yriybieHHon anpoepeHumnaibHON AnarHoOCTUKN JaHHOIo
COCTOSIHMS C APYrMMM, 4acTo COMyTCTBYIOLMMM aTONMMYECKOMY AepMaTnuTy (o4aroBas U Andoy3Hbie popMbl anoneynu),
SIBASIETCSA reHeTn4YecKoe uccaegoBaHne. KamHmyeckas AnarHoCTMKa rmnoTpmMxo3a y naymeHToB C TAXKebIMU gepmaTo-
3amMu SBJISIETCS CJIOXKHOM 3agaqen. OnucaHne KIIMHUYeCKoro cay4as. [JeBoyka, Bo3pacT 2 roga 4 mec, rocnitaan3u-
poBaHa C asiobaMu Ha PacrpoCTPaHEHHbIE BbIChbINaHNs Ha Tesae, COMPOBOXKAAILMECS BbIPAXKEHHbLIM 3YA0M, a TaKKe
Ha U3MEHEHUE TOJILLMHbI, KAYECTBa CTEPIKHEN BOJIOC U UX BbinafeHne. [narHoCTUPOBAaHbI TSXKEbIM aTONMMYECKUIN Aep-
MaTtuUT U rMrnoTpuxo3. [narHo3 atornuyeckKoro gepmarura yctaHoBaeH KanHudeckm (SCORAD 65), auarHo3 runoTpuxosa
(tnn 6, MOHUAETPUKC-NOAOBHbIN MTMIOTPUXO3) MNOATBEPIKAEH MOJIEKY/IIPHO-reHETUYECKUM aHaln30M (BbISIBIEH HYK/1€0-
TUAHbIN BapuaHT ¢.1969C>T B ak30He 13 reHa DSG4 (OMIM #607892)). ¥ matepu, 6pata n AByX cecTep naluueHTKU
BbISIBJIEH HYK/1€0TUAHbIN BapuaHT chr18:31409487C>T B retepo3nroTHOM cocTosiHnM B reHe DSG4, y maTepu n 6paTta
6€e3 K/IMHUYECKNX NPOSIBIIEHWUH, y CECTEP — HEBbIPaXKEHHOE MopeaeHne BOJ0C Ha BOJIOCUCTON YacTU roJioBbl, 6pOBEM
U PECHML C poXKAEHNS. KIMHUYECKMX MPOSIBJIEHMI aTOMMYECKOro AepMaTnTa y poaUTeIeN U OCTaslbHbIX ETEN B CEMbE
naumeHTKU HeT. 3aKmr4YeHue. Y naluneHToB ¢ KOMOPOUAHON NaTosIornen Uamn TsSXKeabiIM1 JepMaTtol3aMm KIUHUKa r1no-
TPpMX03a MOXET BbITb CTEPTA, CrIaXKeHa Uin UMUTMPOBATb MPOSIBIEHME CUMITOMOB OCHOBHOIO M APYrMX COMyTCTBYIOLMX
3a60s1eBaHU. TaK)Ke CTOMT OTMETUTb, YTO HAPYyLIEHME B OMNPEAETEHHbIX FEHaX MOMXET YTSXKEesTb TeYEHNE aToMMYECKOro
Aepmatuta. B gaHHoM ciydae mytaumns B reHe DSG4 npuBOAUT K HECOCTOSITE/IbHOCTU anuagepMasbHOro 6apbepa 3a cyet
HapyleHUs CUHTe3a TpaHCMeMbOPaHHbIX KOMIOHEHTOB AEeCMOCOM. [1oaTomy B nofo6GHbIX caydasx HeobxoammMmbl 0bs3a-
Te/lbHasi KOHCY/IbTalMs reHeTuKa U reHeTMYeCKoe ncciefoBaHne, BKAYaLee B ce6si MOUCK MBMEHEHUI OnpeaesieH-
HbIX FEHOB.
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OBOCHOBAHME

MepBblK cny4an HacneaCTBEHHOro rMnoTpmMxo3a C Jio-
Kanus3aunen Ha BOIOCUCTOW YacTu ronoBbl 6Gbll1 onucaH
B 1974 r. J. Toribio n PA. Quifones, KoTopble 3aduK-
cupoBanu nocrteneHHoe audodysHoe BbiMageHWe BOJSIOC
B BO3pacTe Tpex neT y pebeHKka ¢ HopMmalibHbIMW BOSO-
CaMKW Ha BOMOCUCTOM 4acTW rONOBblI MpuU poxaeHun [1].
B HacTosWee BpeMsa 04HW aBTOPbl OMMUCLIBAOT FTMNOTPMX03
KaK 3abofeBaHMe BONOC CO CTPYKTYPHbIMU M3MEHEHWS-
MW CTEPXKHS BOJOCa, BMNOCNEACTBMM Bbi3blBatolee NoYTH

MOJIHYIO MOTEPI0 BOJSIOC Ha BOJIOCUCTOM YacTu TO/0BbI,
NPoSIBASIOLLYIOCA B AETCKOM BO3pacTte [2], Apyrne — Kak
dopmy HacneLCTBEHHOM HECUHAPOMHOM anoneLmu, xapax-
TEPUIYIOLLYIOCH Pa3PEXEHHOCTBIO BOMOC MAKU MOJHBIM UX
OTCYTCTBMEM Ha BOJIOCUCTOM 4acTW TOM0Bbl 6e3 ApYyrux
KOXHbIX MM CUCTEMHBIX 3aboneBaHui [3].

MpeanoxeHo BbIAENATb ABE KIAMHUYECKUE Tpynnbl
rMNOTpMx03a — HaCNeACTBEHHYIO anoneumio ¢ HepybLo-
BbIM U PyOLOBbLIM FMNOTPUXO30M [4], a TaKKe HECUHAPO-
MasbHbIM (KaK NpaBuio, CaMoCTOATENbHOE 3a601eBaHKE)
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M CUHAPOMAsbHbIX FMNOTPUXO3 (COYETAHHbIM C APYrMMU
KOXHbIMK gepMaTo3amMi) [5]. K cuHapomanbHbiM dopmMam
OTHOCHT cOYeTaHWe TMNOTPUXO3a C IOBEHUIbHON MaKynsap-
HOW AUCTpPOPUEN WM MHOXKECTBEHHOW CEMENHOW TPUXO-
ANUTENTMOMOMN, CBA3aHHbIMU ¢ reHoM CDH3 (KoaupyeT Kaa-
repuHbl — MeMO6paHHble MMUKOMPOTENHbI, OTBETCTBEHHbIE
3a KanbLUWN-3aBUCUMYIO MEXKKIETOYHYI0 aaresuio) [6—8],
M CUHAPOM TrMNOTPMUXO3-NUMdeaeMa-TeNeaHrnakTasnm,
BO3HUKalOWMIA NMpU n3MeHeHUsx B reHe SOX18 (Koaupyet
TPAHCKPUMUMOHHbIE GaKTOpbl, y4acTBylOWMNE B pa3BUTUM
BOJIOC, @ TaKXe KPOBEHOCHbIX M NMMbaTUYECKUX COCYAOB
B am6puoHanbHoM nepuoge) [9, 10]. Kpome TOro, Bblgens-
0T AJOMUHAHTHbIE M peLeccnBHbIe GOPMbl HAacNEACTBEHHOWM
anoneuuu. NepBble BbI3BaHbl UI3BMEHEHNAMN B reHax CDSN
(KogupyeT BHEKNETOYHbIM [UKONPOTEUH, HEOBXOAUMbIN
ONns NOAAEprKaHMs LeocTHOCTM gecmocom) [11], APCDD1
(KoOMpyeT cBsA3aHHbIN C MEMOPAHOW MUKOMPOTENH, UHTK-
6upylowmn nepegadvy curHanos) [11] wan SNRPE (koau-
pyer 6enoK sf4epHbiX PUOBOHYKNIEONpPOTEMHOB B COCTaBe
cnnancocom, obpabatbiBatowmx npe-MPHK) [11]. Btopble
o6ycnoBneHbl 6uannenbHbIMU U3MEHEHUSAMU B reHax LSS
(KogupyeMmbli GeNnoK KatanuauvpyeT nepBbi 3tan 6uo-
CUHTE3a X0NecTepuHa, CTEPOUAHLIX TOPMOHOB M BUTaMMU-
Ha D) [12], KRT25 (koaupyeT KepaTuHbl Tuna |), LPAR6
(KoaupyeT 6enoK peuentopa 6 nnsodochatugHON KUCHO-
Tbl), LIPH (KoanpyeT docdonunnasy al) unn DSG4 (koampyet
6el0K AECMOCOMHbIX KaarepuHoB — TpaHCMEMOPaHHbIN
KOMMNOHEHT gecMmocom) [1, 13].

AKTyanbHas KnaccuduKaums BPOXKOAEHHOro rMMNoTPUXO-
3a BK/OYaEeT cnepywolme dopmbl 3aboneBaHUsA: NPOCTon

HacCNeACTBEHHbIW, HacneAcTBEeHHbIM Mapu-YHHbI U TIOKanu-
30BaHHbIN ayTOCOMHO-PELECCUBHbIV FMNOTPMX03 [14].

[MpocTon HacneaCTBEHHbIN MMMNOTPMX03 — peaKas popma
HacneacTBEHHOI0 rMNOTPUX03a 6€3 COMNYTCTBYIOLWMUX CUCTEM-
HblX MaTONOrM MAW aHOManUMn Pas3BUTUS CTEPXKHS BOJOC
no TMNY MOHUAETPUKC, MHBArMHaLMM UKW KypyaBblX BONOC.
[eTn, Kak NpaBuKo, POXKAAKTCS C HOPMabHbIMK BO/IOCaAMMU,
oflHaKO AMddy3Has noTeps BOJOC U UCTOHYEHUE CTEPXKHS
BOJIOCA Ha4yMHalOTCH B paHHEM [AETCTBE WM MPOrpeccupytoT
c Bo3pacTtom [14].

HacnenctBeHHbIM rMNOTpUxo3 Mapu-YHHbI OT/IMYaeTcs
HannMynem ocob6eHHOM OUCTPODUM — CKPYYEHHbIX BOJOC.
[na Hero TakKe xapaKTepHO NosiBeHne B paHHeEM BO3pac-
Te rpy6bIX U KECTKMX BOSIOC C Pa3BUTUEM B 061aCTU TEMEHHM
anoneuuu [14].

JloKann3oBaHHbIM ayTOCOMHO-PELIECCUBHbBIM BPOXKAEHHbIN
TMNOTPUX03, BbI3BAHHbIN M3MEHEHUSMU B reHe DSG4 [14],
KIMHWYECKM, KaK U NP MOHWIETPUKC, NposBasSeTcs obwmp-
HbIMW 30HaMW MOPaXKEHUs BOOC Ha BOJIOCMCTOM 4acTu
ronosbl 1 Tene [14].

Onsa Bcex GopM rMnoTpmMxo3a XapaKTepHO Haln4me Hop-
MaflbHbIX BOJMOC MPU POXKAEHWU U B NEPBbIE FOAbl XU3HMU.
3aTteMm, HauymMHasa ¢ cepeluHbl NePBOro AECATUNETUS KU3HH,
NPOUCXOAMT MOCTEMNEHHO Mporpeccupytolas yrpata BOIOC
Ha ronose, 3aBeplUaloOWAncs MOYTU MOMHLIM BblNageHUeM
Bosnoc Ha Tene [3]. o nepudepunmn Koxun BONTOCUCTON YacTu
rON0Bbl OCTAlOTCS PeAKMEe, TOHKME N KOPOTKME BOJoChl [15].
TaK»Ke B nNpoLecc HepeaKo BOBJIEKAOTCS PECHULbI 1 6POBMY,
YTO KJMHUYECKM MNPOSBASETCH MX PaA3PEKEHHOCTHbIO WK
nosnHbIM oTcyTcTBMeM [3]. HekoTopble GpopMbl TMNOTPUXO3a
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DSG4 Gene Variants as a Cause of Hypotrichosis in the Child
with Severe Atopic Dermatitis: Clinical Case

Background. Hypotrichosis is a heritable form of alopecia that causes almost complete scalp hair loss in childhood. The diagnosis is
typically established according to medical history and clinical picture. Genetic testing is an additional diagnostic method that allows to
establish “hypotrichosis” in cases of ambiguous or subtle clinical signs of the disease, as well as to perform differential diagnosis of
this condition with others commonly associated with atopic dermatitis (focal and diffuse alopecia). Clinical diagnosis of hypotrichosis
in patients with severe dermatosis is challenging. Clinical case description. The girl, aged 2 years 4 months, was hospitalized with
complaints on extended rash on the body with severe itching, and changes in hair thickness, quality of hair shaft, and hair loss. Severe
atopic dermatitis and hypotrichosis were diagnosed. The diagnosis of atopic dermatitis was established clinically (SCORAD — 65),
the diagnosis of hypotrichosis (type 6, monilethrix-like hypotrichosis) was confirmed via molecular genetic testing (nucleotide variant
¢.699C>T in exone 13 of the DSG4 gene (OMIM # 607892)). Patient's mother, brother, and two sisters were diagnosed with the
nucleotide variant chr18:31409487C>T in heterozygous state in the DSG4 gene. Mother and brother had no clinical manifestations,
while both sisters had mild scalp hair damage, as well as eyebrows and eyelashes, since birth. There were no clinical manifestations
of atopic dermatitis in parents and other children in the family. Conclusion. Hypotrichosis clinical signs can be subtled, smoothed, or
imitate the symptoms of other comorbid conditions, especially in patients with comorbidities or severe dermatosis. Also worth noting is
that changes in certain genes can aggravate the course of atopic dermatitis. In this clinical case, mutation in the DSG4 gene leads to
epidermal barrier failure by disrupting the synthesis of desmosomes transmembrane components. Thus, geneticist consultation and
genetic testing (search for changes in certain genes) are crucial in such cases.
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3aTparnBaloT UCKITIOYUTENIbHO BOJIOCH! Ha ro/oBe, B TO Bpe-
MSl KaK Agpyrue BK/IOYaAlOT USBMEHEHUS BONOC U Ha Tene [5].
BaXKHO y4ynTbIBaTH, YTO TMMNOTPMUXO3 HaCTo NPOTEKAET BMECTe
C XPOHUYECKUMU iIepMaTo3ammn, 0CO6EHHO YacTo € NafOHHO-
NoJOLWBEHHON KepaTogepmuen [16] v nysbipyaTkon [17].
Kpome Toro, anoneums 1 runoTpuxos, B TOM Yucie u audpoys-
Hble GOPMbl, HACTO COYETAIOTCS C aTOMMYECKUM AepMaTUTOM,
a PUCK pas3BWUTUA aToMMYeCcKoro gepmaTvirta y nauueHTOoB
C anoneuuen Bbllle, 4eM B o6len nonynsaumm [18, 19].
BbicOKasi 4yacToTa TaKoW KOMOPOGMAHOCTU Gblna OGHapye-
Ha U B POCCUUCKOM WUCCNEeAOBaHUM — M3 262 NauneHToB
C anoneuuen atonuMyecku aepmMaTut 6bi1 AUarHoCTUPOBaH
B KaXJoM MATOM cinyd4ae (Heonyb/lMKoBaHHble COOCTBEH-
Hbl€ JaHHble).

[narHos runotpuxosa ycTaHaB/MBAETCS Ha OCHOBaHWK
aHaMHe3a, KJIMHWYEeCKOW KapTUHbl, a TaKXe pe3ynbTaToB
rTMCTO/IOMMYECKOTO UccnefoBaHUa 6GuonTata KOXW, B3§-
TOro B O4are noparKeHWst BOJIOCUCTOM 4YacTu ronosbl [3].
[McToNnornyeckas KaptuHa Mpu rUNOTpUxo3e MpeacraBlie-
Ha 3HayuTeNbHbIM YMEHbLUEHWEM KONMYeCTBa BOJIOCSHbIX
GONNMKYNIOB, OKPYXEHHbIX C/laboBblpaXeHHbIM BoOCMasu-
TE€NbHbIM MHPUALTPATOM, COCTOSALWMM MNPEUMYLLECTBEHHO
13 numdountoB [3]. MNpn ocmMoTpe KOXKK ronoBbl OObIYHO
0BGHapYyXUBalOTCA HOpMasibHble YCTbsi QOJSIIMKYI0B, OTCYT-
CTBME 3puUTEMBI U WenylweHus. OgHaKo B HEKOTOPbIX Cy4asx
MOTYyT OblTb OGHapyXKeHbl QOIUKYNAPHBIA TUMNEPKepPaTos,
3puUTEMA U LWENYLEHNE Ha KOXe BONOCUCTON YacTu ronoBbl
[2, 20]. Y TakMx NauMeHTOB onpefenseTcs nonoxutenbHas
TpaKuMoHHasg npoba. Mpn TPMXONOrM4eCcCKOM mccneqoBaHnm
BbISIB/ISIOTCS XeNTble TOYKM M MyLWKOBbIE BOSIOCHI MO BCEM
KOXe BOMOCUCTOM YacTu ronosbl [1].

[JonosIHUTENbHBIM METOLOM [AMAarHOCTUKM TMNOTPUX03a
ABNAETCHA reHeTUM4yecKoe uccnepoBaHue. Ero pesynbrathbl
NO3BOJIAIOT BbIABUTb TUIM HacnefoBaHUsA, CNPOrHo3upoBaThb
fanbHellee TedyeHWe 3aboneBaHWs y MalueHTa, a Takxe
npeanonoXuTb Co4eTaHne C APYrMMU CUHAPOMaMM UNN KOXK-
HbIMUW flepMaTo3aMu, ONupasiCb Ha BbIIBNIEHHbIE reHbl U 6a3y
AaHHbIX OMIM.

B HacTosillee BpeMsi He CywWecTBYeT CTaHAapTU3upo-
BaHHbIX M OOLENPUHATLIX METOAO0B SI€YEHUSA BPOXKAEHHOIO
runoTpuxo3sa [1, 3]. O6was pekoMmeHaauns ans naumneHToB
C TMNOTPUXO30M — CHUKEHUE MEXaHUYECKOTO U TepMuye-
CKOro BO3encTBMUA Ha Bonochl [3]. [1o0 JaHHbIM HECKONIbKKX
KJIMHUYECKUX CllyYaeB OTMEYEHO 3HayuTesNlbHOe yNyylleHue
MAOTHOCTU U TONLWWMHbBI BOMIOC MO CPaBHEHMIO C UCXOAHbIM
YPOBHEM MpPWU UCMOJSIb3OBAHUU MpenapaToB, COAEPIKaLLUX
BUTaMWHbl, MUKPO3NIEMEHTbI U @aMUHOKMUCNOThI [3], a TakKe
Cy63pUTEMHbIX 03 CPELHEBONHOBOIO YNbTPadroNeToBoro
06nyyeHus [3]. MNMony4yeH NONOXKUTENbHbLIM Pe3ynbTaT Npu-
MeHeHust HapyxHoro 1% pacTtBopa MWHOKcuauna [13].
Y nauueHTa ¢ rMnoTPMX030M, acCOLMUPOBAHHbLIM C U3Me-
HeHuaAMU B reHe CDSN, oTMeY€eH NONOXKUTENbHbIN 3PPEKT
OT MPUMEHEHUSA HapPYXKHOro CpeacTBa, COAEPKaLLEero rex-
TaMUUKWH. ABTOpaMu OblI0 BbICKa3aHO MNpeanonoXxeHue,
4YTO YKOPOYEHHbIE MONEKY/bl KOPHEOAEeCMO3UHa, GOopMU-
pylolwmeca B peadynbraTe HapyleHWW CUHTe3a MOJIEKYbI
no MNpUYMHE HOHCeHC-myTauum ¢.643C>T B reHe CDSN,
GOPMUPYIOT KOMMNEKChbl BOKPYr BONOCSAHbIX (OMINKYIOB
W NoBpeXaalT UX 3a CYEeT TOKCMYecKoro gencreus [5].
Mo pesynbratam ©GAyopecLeHTHOro penopTepHOro aHa-

n3a U KIMHUYECKUX UCCNefoBaHUM OblI0 YCTaHOBJEHO,
4YTO reHTaMULUMH MHITMBUPYET NPOYTEHNE HOHCEHC-MYyTaLUK
€.643C>T B CDSN 1 CTUMYNUPYET CUHTES NONTHOPA3MeEPHbIX
MONEKyN KOPHEOAECMO3MHA B MEPBUYHbIX KEpaTUHOLUTAX,
B pea3y/nbTate Yero He nNpoucxoanut GpOpMUPOBaHUS HOBbIX
TOKCHMYECKMX KOMMNEKCOB BOKPYr GONNMKYNOB, @ B MecTe
NMPUMEHEHUSA HAPYXXHOrO0 reHTamuuMHa BO306HOBSETCH
pocT Bosoc [5]. OnucaHbl cnydan abPEeKTUBHOro npume-
HEeHWs NPOTUBOMNAyYKOMHOro odTanbMONOrMYeCcKoro npe-
napata 6umatonpoct (0,01% u 0,03% pacTtBOpOB) MNpwu
runotpuxose 6posen n pecHul, [21-23]. IODPEKTUBHOCTb
6vmaTonpocTa Npu rMnoTpMxo3e BOJIOCUCTOM YacCTU roso-
Bbl paHee He U3yyanu.

TonbKo B HEGO/bLLOW YacTK Ny6MKaLuum 3aTparmBatoTcs
cny4yau, B KOTOPbIX ONUCaHbl BPOXKAEHHbIE GOPMbl TMNOTPU-
X03a B CO4ETaHUU C ApYrMMuK gepmato3amMu. ITO MOXKET BbITb
CBSAI3aHO C TEM, YTO KIIMHWUKA MMMNOTPMUXO3a NPU TAXKENbIX XPO-
HUYECKUX AepMaTo3ax MeHSeTCsd, a AUarHo3 «rmnoTpuxo3»
He BbICTaBAseTCS.

KNUHUYECKUA NPUMEP

O nauueHTe

[eBoyka C., Bo3pacT 2 roga 4 mec, noctynuna B OT-
[efleHne OepmMaTofiorMn € rpynrnon nal3epHon Xupypruu
HaunoHanbHOro MeanuUMHCKOro MccneaoBaTelbCKOro LEHT-
pa 3n0poBbs aeter (r. MockBa) ¢ xanobamu Ha pacnpocTtpa-
HEHHblE BbICbIMAHMS Ha Tene, COMpPOBOXJalolWMecs Bbipa-
EHHbIM 3yAOM, a TaKXe Ha U3MEHEHWe CTepXKHew BOsocC
N UX BbiNageHue.

AHamMHe3 60/1e3HU

M3 aHamMHe3a M3BECTHO, 4YTO MepBble BbICbiNAHUA
B BWE 9PUTEMbI, BE3UKY M MOKHYTMS B 061acCTU LUEK,
COMPOBOXAAEMbIE BblpaXKeHHbIM 3y40M, NOSIBUIUCH B BO3-
pacte 4 mec. Ha OCHOBaHMW KIMHWUYECKOW KapTWHbI
W Kanob No MecTy XuTenbcTBa O6blN BbICTaB/EH AMarHO3
«MleBasn anneprus». JleyeHme nNpoBoAMIOChL Y neanatpa
¢ cobnogeHrem MaTepblo pebeHKa runoaniepreHHon gue-
Tbl U NPUMEHEHUEM HaPYXKHbIX NEKAPCTBEHHbIX CPEeACTB
C BPEMEHHbIM MOMIOXKUTENbHBIM 3bEKTOM (Ha3BaHMWS
npenapatoB YCTaHOBWTb He ypanocb). [lo nonytopa net
HEOHOKpPAaTHO oTMeYanu 060CTpeHME NpoLecca B 061acTm
LWEeK M pacnpocTpaHeHWe aHanOrMyHbIX BbICbINaHWM Ha
KOXY pasrnbaTesibHblX MOBEPXHOCTEN BEPXHUX U HUMKHUX
KOHEYHOCTEN, TyNOBMULLA, CONPOBOXAAEMbIE MHTEHCUBHbLIM
3yaom. O6paltanmcb N0 MECTY XUTENbCTBa K AepMaTonory,
KOTOpbIM 6blf1 BbICTABMEH AMArHO3 «aTOMMYECKUin gepma-
TuT». [poBeAeHO NnevyeHne TOMUYECKUMU [IIOKOKOPTUKO-
cTeponaMun ¢ NoNnoxKuTenbHolM apdexkToM. Ha nepsom
rOAY *W3HW POAMUTENM OTMETUM MOCTEMNEHHOE NopeaeHue
C nocneayolMm BbiNaleHWeM BOJIOC HA BOIOCMCTOM YacTH
rofioBbl, B 06/1aCTU PECHUL, U BPOBEN.

AHaMHe3 XU3HU

MaureHTKa 6bl1a poxaeHa OT COMaTMYECKN 300POBbIX
poauTenen, oT 4eTBepTon 6GepeMeHHOCTH, MpOoTeKaBLIEN
6e3 0co06eHHOCTEN, YHEeTBEPThIX ECTECTBEHHbIX poaoB. Macca
Tena pebeHKa npu poxaeHmn — 2650 r, onnHa Tena —
50 cm, oueHKa no wkane APGAR — 7/8. lNpunoxeHa K rpy-
v cpasy, NPMKopM ¢ 5 Mec. Annepronorniyeckmui aHaMmHes:
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Clinical Observation

KnuHuyeckoe HaGnopeHue

Puc. 1. KnuHnyeckaa KapTuHa aTonuMyYeckoro gepMaTuta y naumeHTku C., Bo3pacT 2 roga 4 mec
Fig. 1. Clinical picture of atopic dermatitis in patient S., 2 years 4 months

lNpumeyarume. 3aecb 1 Ha nocnegyowmx potorpaduax 06n1acTb rMas u aHoreHUTanbHOM 30HbI 3aKpbiTa N0 NPocbbe 3aKOHHbIX NpeacTaBuTenen
nauneHTKn, Kpome doTtorpaduit, HENOCPEACTBEHHO AEMOHCTPUPYIOLLMX KIMHUYECKYIO KapTUHY rMnoTpmxo3a 6poBew 1 pecHul,. Ha doTorpadun
NPU3HaKK pacnpocTpaHeHHOro atonuyeckoro agepmatuta (A), aetckas dopma. Koxa Tynosuwa (b) n KoHeyHocTew (B, ') runepemupoBaHa

3a cYeT BOCManuTeNbHbIX 3PUTEMATO3HbIX NATEH, BU3Yyanu3npyoTCsa SBEHUS BbIpaXKEHHOro Kcepoaa.

MUcTo4HmK: MypalukuH H.H. n coaBT., 2022.

Note. Hereinafter, eyes and anogenital area are closed on the request from patient's legal representatives, except for photographs directly
showing the clinical signs of hypotrichosis at eyebrows and eyelashes. The photo shows signs of extended atopic dermatitis (A), pediatric
form. The skin of the body (B) and limbs (B, I') is hyperemic due to inflammatory erythematous spots, signs of severe xerosis are visualized.

Source: Murashkin N.N. et al., 2022.

CO CNoB MaTepu, 060CTpEHKe AepmMaTo3a y peGeHKa npu
ynoTpe6eHnn KpacHbIX OBOLLEN W Arof, CNajKoro, Opexos,
a TaKKe apuTema npu nprueme CycrneH3un aMoKCULMIIMH +
KnaBynaHoBasi KUcoTa. TakKe CO Cl0B MaTepu, CXOMmue
CUMMTOMbI (Mope/ieHne BO0oC Ha BOIOCMCTON YacTu roso-

Puc. 2. MpusHakv runotpuxosa y naumeHTku C., Bo3pacTt 2 roga 4 mec
Fig. 2. Signs of hypotrichosis in patient S., 2 years 4 months

/

lMpumeyanune. Anddy3sHas anonewLms No BCen BOTOCUCTON YacTu
ronoBbl (A), APKO BblpaXkeHHasn B 3aTbl104HON (B) 1 BUCOYHBIX (B, )
o6nactax. Bonocbl Ha 06enx 6pPOBAX OTCYTCTBYIOT, YyCTOTa PECHUL,
ymeHbLleHa (B, T).

McTo4HmK: MypalukuH H.H. n coasT., 2022.

Note. Diffuse alopecia throughout the scalp (A), more significant
in the occipital (B) and temporal (B, I') areas. There is no hair

on both eyebrows, the lash density is reduced (B, ).

Source: Murashkin N.N. et al., 2022.

Bbl, GPOBEN U PECHULL) C POXKAEHUS UMENUCH U Y ABYX KPOB-
HblX CTaplux cectep pebeHKa. HacneacTBeHHbIM aHaM-
He3: 6paK HEPOACTBEHHbIN, Y KPOBHbIX POACTBEHHWKOB CO
CTOPOHbI MaTepu M oTLa MOPeAeHUs1 BOMOC HET, KOXHbIX
60n1e3HEN HeT.

dusunkanbHas gMarHocTMKa

Mpn noctynneHmn obliee coctosiHue pebeHKka pacLe-
HEHO KaK TSXKenoe B CBA3M C pacnpoCTPaHEeHHOCTbIO aTo-
nuyeckoro gepmatuta (SCORAD 65). KoxHbI naTtonoruye-
CKMI MpPOLLEeCC HOCUT PacnpoCTPaHEeHHbIM CUMMETPUYHbIN
XapaKTtep, NpeacTaBfieH BOCNannTeNbHbIMU 3pUTEMATOSHbI-
MU nanynamu 1 nNATHamu, Yelymkamu, nnxeHndukaumen,
3KCKOopuauusamun. lpouecc foKann3oBaH Ha Koxe nuvua,
TYNOBMLLA M KOHEeYHOCTEN. KoXKa nnua ¢ cepoBaTbiM OTTEH-
KOM Ha OHe 3aCTOMHOM 3pUTEMbI, CyXasi, C BblparKEeHHbI-
MU CKNagKaMu-mMopLMHKaMun [leHbe — MopraHa Ha Koxe
HUXHero Beka. Koxa KpacHomn KalMmbl ry6 v nepuopanbHomn
obnacTu ¢ BblpaXeHHOM CyxoCTblo. Koxka TynoBuuia cyxas,
C OTPYGEBMAHBLIM LUENYWEeHNEM, XapaKTEPHbIMU NpPosiBe-
HUSIMW KCEPOAEPMUUN, MHOXKECTBEHHBIMU IMHENHBIMU IKC-
Kopuauusamu Ha ¢oHe apuTeMaTto3Hbix NsaTeH. Ha Koxe
KOMEHHbIX M NOKTEBbLIX CrMOOB — BbIPa)keHHas apuTema
Ha GoHe MHOUABTPALMMU W YCUIIEHUS KOXKHOIO PUCYHKa
(puc. 1). PebeHKka 6GecnokouT 3ya. B ob6nactu Bonocuc-
TOM 4YacTu ronoBbl onpegensercsa anddysHoe BbiNajeHue
BOJIOC, BOJIOCbl KOPOTKWE, Cyxue, TOHKKE, NOMKHWe. bposu
M PECHULLbI MPOPEXKEHDI, MYLKOBbIE BONOCHI NPaKTUYECKH
OTCYTCTBYIOT (pUcC. 2).

MpeaBapuTeNbHbI AUArHO3

OCHOBHOW: aTONUYECKKI AePMATHT, PaCnpOCTPaHEHHbIN,
CTaausa BbIPaXEHHbIX KIMHWYECKMX MpPosiBieHW (06ocTpe-
Hue), Tshkenoe TedeHue. ConyTcTBYOWMI: Auddy3Haa ano-
neumsl, BDOXAEHHbIM r’MNOTPUX03?



AnHamMuKa u ucxopabl

B KIMHMYECKOM aHanu3e KpoBM M MO4YM Ha cneayto-
Me CyTKM Mmocne rocnutann3aumu natoNorMyecknx usme-
HEeHWIN He BbiiBNEHO. B GUOXMMUYECKOM aHann3e KpoBMu Ha
cnefyolne CyTKM nocne rocnutanusauun — MOBbIWEHWE
KOHUeHTpaumu IgE o 273,5 Ea/mn (Hopma < 60 Ea/mn). Mo
JAHHBIM MHCTPYMEHTaNbHbIX UCCNEeAoBaHWM: ynbTPa3ByKO-
BO€E MCCeoBaHne opraHoB GPIOLIHOM MOSIOCTM Ha creayto-
LMe CyTKM Mocne rocnutann3auumn n axokapauorpadus Ha
5-e cyT nocne rocnutann3aunn — 6e3 0cobeHHOCTEN.

KoHcynbraums annepronora Ha 4-e CyT OT Havyana jieye-
HUWS: pPEKOMEHA0BaHO cOBMOAEHNE TMMOANIEPreHHON ANETDI
M 3IMMUHALUMOHHOIO pexunma. KoHcynbTauums guertonora
Ha 4-e CyT OT Ha4yana e4yeHns: BbICTaBIEH COMYTCTBYIOLLMM
anarHos: «Jlerkas 6enKoBO-3HepreTMyeckass HeaocTaTou-
HOCTb, z-score (BAZ) —1,14», peKoMeHA0BaHO cobntoaeHme
rMnoannepreHHon aneTbl B TedeHne 1 mec ¢ nocneayowmm
ANArHOCTUYECKUM BBEAEHMEM B PaLMOH (NOo4 KOHTPONEM
NepeHOCMMOCTH) [I0TEHCOAEPKALLMX NMPOAYKTOB B MasioMm
KONMYecTBe, a Takke 6e3rNoTEHOBBIX Kpyn 1 xneba, fo6as-
JIeHWe pacTUTeNbHOro (0IMBKOBOIr0) Macna B Kallu 1 OBOLL-
Hble 6ntoaa No 1 YarHOM NOXKKe.

B cBfI3M C MOAO3PEHMEM Ha rMNOTPUXO3 MNpoBefeHa
KOHCYNbTaLWA FTEeHETUKOM Ha 4-e CyT OT Hadana NeyeHus:
pEKOMEHAOBAHO reHeTu4yecKoe obcrnefoBaHWe nauueHTa
METOA0M CEKBEHUPOBAHMSA HOBOI0 NoKkoneHus (no CeHrepy).
o pe3ynbratam MccnegoBaHus Ha 2-e CyT nocne nepB1MyHON
KOHCyNbTaLUMW reHeTuka O6bln OGHapyXeH HYKIeOoTUAHbIN
BapuaHT ¢.1969C>T (chr18:31409487C>T, NM 77986.5)
B FOMO3WIOTHOM COCTOSIHMM B 3K30He 13 reHa DSG4
(OMIM #607892), npuBOASAWMK K NpexXaeBpeEMEHHON
TEPMUHAUMK TpaHCcnsaunn p.Q657*. BbisBNEHHbIN HyKIeo-
TUAHBIA BapuaHT pacueHUMBAETCA KaK naToreHHbi [24].
CornacHo 6a3e gaHHbix OMIM, nameHeHus B reHe DSG4,
Hacnegyemble MO ayTOCOMHO-PELLECCUBHOMY TwMy, onwuca-
Hbl Y NALUMEHTOB C rMnoTpmxo3om, Tun 6 (OMIM #607903).
lpoBeaeHa NOBTOPHas KOHCyNbTaLMs reHeTuKa Yepes ABoe
CYTOK Mocne noslyd4eHns pesynbTaToB reHeTUYeCKoro uccne-
[JOBaHUS: PEKOMEHJOBAHO reHeTuM4yeckoe o6cnenoBaHue
poauTenemn, KPoBHbIX cecTep M 6paTa NauMeHTKU Ha Hanlu-
4yne HyKneoTuaHoro BapuaHTta chr18:31409487C>T B reHe
DSG4. Pe3dynbtaTbl reHETUYECKOro 06CnefoBaHns KPOBHbIX
POACTBEHHMKOB MaLMeHTa OblIM MofydYeHbl Yepe3 2 Hen
nocne NOBTOPHOM KOHCYNbTaLMW FreHeTUKa: BbISIBAEH HYK/e-
OTMAHbI BapuaHT chr18:31409487C>T B retepo3uror-
HOM COCTOSIHMKM B reHe DSG4 y maTepwu, 6pata u cecTep.
Y nocnegHux OTMEYEHa CXOXas KIMHMYEcKas KapTuHa
(puc. 3, 4). Y 6paTa (puc. 5), maTepu 1 OTUA NALMEHTKHU KIU-
HUYECKMX NPOABEHUI TMNOTPMUX03a HE BbISIBIEHO.

Ha oCHOBaHMW MNONYYEHHbIX KIMHUYECKMUX [AaHHbIX
W pesynbTaToB MONEKYNSPHO-TEHETUHECKOrO UccneaoBaHus
YyCTaHOB/IEH COMYTCTBYIOWMIM AMarHo3: «[Mnotpuxos, tun 6
(MOHUNETPUKC-NOAOGHbLIM rMNoTpuxo3) (OMIM #607903)».

MporHos

MporHo3 Ans XW3HW nauuveHTa B LenoM GnaronpuaT-
HbIX. [Tpn NpaBnIbHO NOA06PAHHOM NIE€YEHNN aTONMUYECKOTO
AepmMatuTa MOXKHO AOOUTLCS MOMHOIO perpecca BbiCbiNaHWM
M KOHTpoNna Haj 3aboneBaHuem. [na yayylweHus couu-
anbHOM ajanTaluuu nauueHTa, cTpadaloLlero aTonMyecKkum

Puc. 3. KnuHnyeckas KapTMHa runotpmxosa y KpOBHOM cecTpbl,
Boapact 11 net

Fig. 3. Clinical signs of hypotrichosis in the sibling,

11 years old sister

MpumeyaHue. BolnageHne BONOC KIMHUYECKK He BblpaxeHo (A, B).
Habntopaetca nopeneHve B TeMeHHOWM (B) 1 6onee BbipaxkeHHoe
anoddysHoe nopeaeHve B 3atblioyHon (M) o6nactax. MopaxeHue
6poBEW XapaKTepU3yeTCs CHUKEHHOM ryCTOTOM M 60/bLUMMU
3a30paMu Ha 06enx 6poBsX, peCHULbl 6e3 nameHenuw (). Ha pykax
oTMeYaeTcs cnaboBblpaxeHHbI GONNUKYNAPHbIN rMnepkepaTos (E).
McTouHuMK: doTorpadumn n3 ceMenmHoro apxmea (NpefocTaBneHbl
poauTenem nauueHTa).

Note. Hair loss is not clinically significant (A, B). There is hair
thinning in the parietal area (B), and it is more severe in the occipital
area (I'). The eyebrows lesion is presented by its reduced density
and large gaps, the eyelashes are intact (4). There is mild
hyperkeratosis follicularis on the arms (E).

Source: family archive photos (provided by the patient’s parent).
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 4. KnuHnyeckas KapTvHa runoTpruxo3a y KPOBHOM CECTPbI,
Bo3pacT 10 net

Fig. 4. Clinical signs of hypotrichosis in the sibling,

10 years old sister

A b B

lNpumeyarume. Habnopaetca audodysHoe nopeaeHune sonoc (A),
0C06€eHHO BbipaXkeHHoe B TemeHHon (b) 1 3atbinovyHom (B) obnacTsx.
OTmeyvaeTca nopaxkeHne 6poBent (BbIrMAAAT KaKk oTpacTatoliMe nocne
cOpMBaHMS) 1 PECHULL, (HEPaBHOMEPHOW ASIWHbI C NMYCTbIMU
npomexyTtkamu) (). Ha pykax oTMevaeTcs BblparKeHHbIN
GOoNNMKYNApHbIK runepkepaTos ().

McTovHuMK: dpoTorpadun n3 ceMermHoro apxmsa (NpeaocTaBneHbl
poauTenem nauueHTa).

Note. Diffuse hair lesion (A) is observed, especially in the parietal (b)
and occipital (B) areas. Eyebrows (looks like after shaving) and
eyelashes (uneven length with gaps) lesions (I') are noted. There is
severe hyperkeratosis follicularis on the arms ([).

Source: family archive photos (provided by the patient’s parent).

AEPMATUTOM U TUMOTPUXO30M, PEKOMEHAYIOTCA PEryndapHbIe
3aHATUA C NCUXOSIOTOM.

OBCYXAEHME

C TOYKM 3pEeHUs AMArHOCTUKM COYeTaHuUs TUMNOTPUXO-
3a W OpYyruX 4epmaTo30B CrlefyeT OTMETUTb chegylollee.
Bo-nepBhbiX, B CEMbE MALUUEHTKMU, ONMUCAHHOW HaMW, Hacne-
[OBaHWe TUnoTpuxo3a MNPOUCXOAUIO MUCKIOYUTENBHO MO
JKEHCKOW JIMHWMK, XOTS Y KPOBHbIX CECTEP BbIPaKEHHOCTb
cuMnTOMOB 3ab601eBaHns 3aMeTHO HUXe. Kpome Toro, aaxke
NpW HaN4YMK HYKNeoTUAHOro BapuaHta ¢.1969C>T B romo-

Puc. 5. OTcyTCTBME KIMHUYECKOM KapTUHbI Y KPOBHOrO 6pata, BO3pacT
7 net
Fig. 5. No clinical signs in the sibling, 7 years old brother

A

lMpumeyaHme. KNMHUYECKMX NPOSIBNEHWUI TMNOTPUX03a HET.
Bonocbl HopmasnbHon ryctothl (A, B, B, ), 6poBu 1 pecHuubl (1)
6€e3 NMPOMEKYTKOB M Y4aCTKOB NopeaeHus.

McTouHuK: doTorpadmm U3 ceMenHoro apxmaa (nNpeaoctaBieHbl
poauTenemM nauueHTa).

Note. There are no clinical signs of hypotrichosis. Normal thick hair
(A, B, B, T"), eyebrows and eyelashes (E) with no gaps or thinning.
Source: family archive photos (provided by the patient’s parent).

3UrOTHOM COCTOSIHMM B 3K30He 13 reHa DSG4 y matepu,
6paTta 1 cecTep, HU Yy KOro U3 HUX HET MPU3HaKOB aTonunye-
CKOro gepmMaruta. B 3101 CBS3W BaXHO OTMETUTb, YTO KIn-
HUYecKas AMarHoCTUKa runoTpuxosa y nalmMeHToB ¢ ApyruMu
aepmato3amu 6onee crioXKHa. TaKenoe TevyeHue aTonuye-
CKOro Aepmartuta ¢ XPOHMYECKMM BOCMaIEHUEM KOXMK BCEWN
NMOBEPXHOCTU Tena, BKKYash BOJOCUCTYIO YacTb rOMOBbI,
B COYETaHMM C MHTEHCMBHbIM 3YAOM W, KaK cneacteue, pac-
yecblBaHWEM MOTYT NPUBECTU K TPAaBMaTM3aLMKN KOXK BOJIO-
CUCTOM YacTu ronoBbl, GONNUKYISAPHBIX IOHUTOB W B Aalib-
HeHwem — K BbinageHuto Bonoc. CoyetaHmne aTonn4yecKkoro
[epmartuTa U rHe3gHomn anoneumMm — He peakocTb [18, 19],
a 3Ha4yuT, BbiNnageHne BOSIOC Y NaLMEHTKM, ONMMCAHHOM HaMH,
TaKke Morno 6biTb CNeACTBMEM COYeTaHWsi aTOMMYEeCcKOoro
aepmatuta ¢ aguddy3sHon popmon rHesgHomn anoneumu. Ewe
OAHMUM 3HAYUMbIM AMArHOCTUHECKUM KPUTEPUEM TUMOTPU-
X03a fBASEeTCS pa3pexeHne 6poBer, 0COBEHHO B Hapy-
HOM TpeTn (CMMATOMOM XepTora), 4TO U OblN10 OTMEYEHO



B Hawem cny4yae. OgHaKO AaHHbIM NMPU3HAK MOXHO OTHECTH
M K NPOSIBNEHUIO aTONMYECKOro gepmaTtuta [25, 26]. Hamu
O6GHapyXeHbl TONIbKO ABe paboTbl C ONUCAHWMEM COYeTaHUs
rMNOTPUX03a C aTONUYEeCKUM aepmaTtutom. B ogHom cnyvae
rMNOTPMX03 BblNl CBA3aH C noparkeHnem reHa LIPH (reH ¢oc-
donunasbl al) [27], B APYroM (CEMEWHbIN CyYan rmnoTpmuxo-
3a ¢ npeanonaraeMbliM aTonMYecKUM AepMaTUTOM Y OAHOro
13 geten) — reHa DSG4 [28]. B HalweM cnyvyae coyeTtaHue
YCTaHOBJ/IEHHOIO aTOMUYEeCKOro gepmMaTuia U rMnoTpuxosa
C nopakeHnem reHa DSG4 paHee onucaHo He 6bi10.

3AK/IIOYMEHME

MNoTpnxo3 He Bcerga MoxeT OblTb AMarHOCTUPOBaH
TONIbKO Ha OCHOBAHWW KIMHWYECKMX MPU3HAKOB 6GONE3HMU.
Y naumeHToB ¢ KOMOPOGUAHOM MNaTo/NOrMen Wan TaxenbiMu
AepmaTo3aMu KIMHWKa rMNnoTpMxo3a MOXKeET 6blTb CriaXkeHa,
UMUTMPOBATL MPOSIBAEHUA CUMMTOMOB OCHOBHOMO 3a60-
NIeBaHUS WM COMYTCTBYIOWMX, KaK, Hanpumep, rHesgHas
anoneums. B TaKkux chnydasax Heob6XoAMMbl KOHCYnbTaLms
reHeTMKa M reHeTU4YecKoe wccnefoBaHue, BKIoYatolee
B ceb65 MOUCK M3mMeHeHun B reHax CDSN, APCDD1, SNRPE,
LSS, KRT25, LPARG6, LIPH n DSG4. He onucaHHoe paHee
coyeTaHWe aToNMYecKoro gepMaTturta U rmnoTpmuxosa c uame-
HeHnem B reHe DSG4 yka3blBaeT Ha HEO6X0AMMOCTb Aallb-
HEWMLWero U3y4eHns reHeTUKKU TaxKenbix GopM aTonuyecKoro
aepmatuTa.

WHO®OPMUPOBAHHOE COINIACUE

OT maTepu nauueHTa nonay4eHo NUCbMeHHoe UHOOPMMU-
poBaHHOE 406POBONbHOE Cornacue Ha NybanKaumo n3obpa-
KEHUN B MEOMLIMHCKOM XKypHase, BK/IoYas ero 3/eKTPOoH-
HYIO Bepcuio (data noagnucaHusa cornacua 12.12.2022).

INFORMED CONSENT

Patient’'s mother has signed informed written voluntary
consent on the publication of patient’s images in medical
journal, electronic version included (signed on 12.12.2022).
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