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(Blisters and Erosions in the Neonate)
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1. Epidermolysis bullosa

@ 1

Epidermolysis bullosa (EB) \Julsasuinfidnaglungu mechanobullous disorder nanafie
FAvtisvasftheUszun (skin fragility) JainseglspsuumediasuNananmuvaINTsIdendvTen1sNsENY
nszunnuInafvlslaine awnsaulsriines EB aumuanvestuianidsiiuenseendu 4 aia laun

EB simplex (EBS), junctional EB (JEB), dystrophic EB (DEB) Wag Kindler EB (KEB)”
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Blisters and Erosions
|

Systemic Infection

Bacteria Virus Fungus Blisters Predominate Erosions Predominate
[ ’ 1 ———
SSSS | HSV | Candida | | !sclated Lesions/ Multiple Lesions/ Localized | |Generalized
Non-progressive Progressive
. 1
Syph|l|s| vzv | Aspergillus Sucking . 1 1 ACC LCH
— Genetic Immune-mediated Other
Blisters
TEN
Bullous E Neonatal Cutaneous
[ | impetigo Pemphigus Mastocytosis
Bullous m Maternal
| acc ﬂ Pemphigoid
Gestationis

gﬂﬁ 1 LLu’JVleLumiﬁ’lLL“LJﬂﬁ’]LﬁﬁgﬁuaﬂiaﬂiiﬂﬁjmﬁﬂLLaELLNaﬂa@ﬂiu%’liﬂLLﬁﬂLﬁﬂ (FruUasnenansdedad 1)
ACC, aplasia cutis congenita; EB, epidermolysis bullosa; El, epidermolytic ichthyosis; HSV, Herpes
simplex virus; IP, incontinentia pigmenti; LCH, Langerhans cell histiocytosis; SSSS, Staphylococcal

scalded skin syndrome; TEN, toxic epidermal necrolysis; VZV, Varicella zoster virus

S2UININY

wulgtey Ufin1saluseana 11-20 AusiaveamIsNAnldn 1 a1umu’

WeSALlA
I3 o Ao a a a Ao Y alce I a v & v o v ) .
EB Wulsameiiugnssuiiianuiaunivesiusauimvivtngaseninsimdatunilaionii (epidermis)

waztuniiaus (dermis) UShseesaveIHIvila (dermo-epidermal junction) lagusiiaudagiu (basement

v :
U al

membrane) vaatunIatIns1azUsznaulusie 2 Fudes Town T lamina lucida Fuviudutuinldsslan

'
SAaa

MsiendesganssAlBiinaseu (electron microscopy) wawdu lamina densa uiududuiiididnasou

agnuuuy n1sniinesan nvesusiuiduesiussnevddglunsanesenirsfimilstunisimiuas
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a d’ & g o9 va o a o X & o I
GU‘H"VTUQLLV]UiL'JQJLEJ@i']uu L‘Uua']WWJVW]”I&LVYLﬂWﬂ'ﬁLLEJﬂﬁl'JGU@ﬂN'JV]‘lNGUU IWEJ EBS LTJ‘Hﬂ"lﬁLLEJﬂW'Jﬂ']EJI‘HSUU

MINIn31UsM basal layer 909@ad keratinocytes @ JEB \inannisuendilutugogiu lnaang

o
DY o v

Fu lamina lucida @1 DEB tAnannswensilasio lamina densa USadwuuRmilagunilawy (upper

aa A

papillary dermis) ua Kindler EB 1dun1susndvesinisluvats 9 4u Jagiunud fduiduaimeiiome
20 8u fgnenn1eiugnssUlANILUY autosomal dominant (AD) wag autosomal recessive (AR) 33811130

lugmsuendivestuiimiandanudnsiuiasiionnisuanadiunneneiu’ (15199 1)
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a ° a a a ) A & ) Y a a
A5199 1 NN5ILUNYTNYD9lsA EB WAZANURNAUNANNNUTNTIUVILTUALYR (AALUAIIINLDAEITD1909Y 4)

Fuvasiavt yinavadlsa N138189199 Bufinaund WshudiRaund
fifinsuenda NIRUFNTTY
Intraepidermal | EB simplex AD KRT5, KRT14 Keratin 5, Keratin 14
PLEC Plectin
KLHL24 Kelch-like member 24
AR KRT5, KRT14 Keratin 5, Keratin 14
DST Bullous pemphigoid antigen
230 (BP230)
EXPH5 Exophilin-5
PLEC Plectin
(D151 CD151 antigen
Junctional Junctional EB AR LAMA3, LAMB3, LAMC2 | Laminin 332
COL17A1 Type XVII collagen
ITGA6, ITGB4 Integrin aL64
ITGA3 Integrin a3 subunit
Dermal Dystrophic EB AD COL7A1 Type VIl collagen
AR COL7A1 Type VIl collagen
Mixed Kindler EB AR FERMT1 Fermitin family homolog 1

AD, autosomal dominant; AR, autosomal recessive; DST, dystonin; EB, epidermolysis bullosa

2INTUATBINITUENS

fhefomauansmsfivisdnuasdudutiinesuarunanaon annsnUsingseslsanousiusniin,
Sum1sn (early infancy) wienendsld Tnainnuseslsausnadiiinsidondeaionls wu e, wh, &, fu
waruinadladdenludngn anuguuswwedlsatusgfuriaves BB daaslinanszaefuazaudn
ypssonlsafiunnsiatu uenani EB vswiadiansanuseslsnuinuboy uazmnsfinUnfvosssuudu q

va3519Mele lneisnvazidennamaluil

1.1 EB simplex
EBS 1Uu EB wliafinuldusefign awnsaudseanluriingesls 14 vdia lneviagesinulivey

fininanAnuRaUnfvesdy KRTS uay KRT14 In1senensaniaiugnssuiuy AD Anusuussvadlsaild
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mmmﬁﬁsjuﬁwLawwﬁLﬁmLﬁﬂﬁaa WU U3naurinfiinnsidend Gendt localized EBS nisfiseslsanszany
washuslsifiruRnunivessuudu 9 (extracutaneous involvement) #i3ani1 intermediate EBS TUauds
nsilseslsnnszarevimidnuasidu herpetiform blisters $afuiiseslsauinandoylutesiin MiFend
severe EBS luuisganunsanuanuinunfsu 4 vesiiumis wu ansfinunfivesdiia (mottled or reticulate
macular pigmentation, hypopigmentation, hyperpigmentation), Hniiaeinuun (palmoplantar kerato-
derma), AuRinUniivess (alopecia) waziduRnuni (nail dystrophy) saudels uenanilssdsnvanewiln
goufianunsonuauRaunfvesssuudu o ve33enesaudie Wy pyloric atresia, cardiomnyopathy waz

nephropathy &tenaunlugnmaidetinvesiUela™

1.2 Junctional EB

JEB 1Hunilnves EB Anuldtfosndt EBS way DEB anunsautseeniu 9 wiagos dusnniinan
A wiieUnAvealusiy laminin 332 imunslagfu LAMA3, LAMB3 uaz LAMC2 Tnsanevenmaiugnssu
LUU AR wiingdonved JEB filarusuussnniian Ae severe JEB feisalaanszaeiadn siuiausnaidey
yiefAuFendn JEB generalized severe (Herlitz JEB) fihwdumnninnusoslsndaususnin Tnstaniy
severe JEB azfiomsguusannuazsindedinanelueny 6-24 oy ensuansiideutnadimeg fe sy
unanaeniduuinauniie wasiinsadhadeetulmiFenit granulation tissue Ustnusoutn, ayn uasiu
(periorificial areas) sumsusnalaudy (nail folds) Sauiimnufaunfvess, madumela (tracheo-
laryngeal), MMaLAUDIMT wagnuaulaae d1usingoy intermediate JEB #301AnIS8A11 JEB generalized

intermediate (non-Herlitz JEB) dniannuguusatiosndn wiignuanuiauniveddeysiumelaguiu®

1.3 Dystrophic EB
DEB 1Uuwiiaves EB wulduensesan EBS awnsauuseeniluriingesld 11 alia inainaiu
HAUNAY0I8UY COL7AT 1nganenean1aiusnIsunakuy AD kae AR Jsaunsanuiviingasvas DEB aann1y

msmeneameiugnssulilu 2 vlialug 9 Ao dominant DEB (DDEB) uaw recessive DEB (RDEB) lne DDEB

o

nilAnusuussvedlsaitaend, nuldusundt waslnanmaIniiandy RDEB §U3e DDEB dnilseslsaLinvu

v
Y

a N = o & < . P~ ' = . .. .
UINUNNATENUNTZUNN Tngllametinyesesunaidu (scarring), fn1snamAuwed milia (milia formation)

waziinismelUvendu ag19lsAnn milia Tuldswigdu DEB wintu a1aiedulany EB wilialafniunil

keratin fnaglutuiiimia uenanidsanunsanun1sivvemasne1ms (esophageal stenosis) Tu DDEB 4

8nsine dufUae RDEB finflonnisyuuse lneanisuin severe RDEB Faduviingosveas DEB ijuusifign

v
|

Ingfreazdnuiuasunaoaaninmiuswinin vlidnsesunadu msnefiuves milia duinund

nsAnveaiiailedlai (pseudosyndactyly) 1iadu mitten deformities wagn1sinveade (joint contractures)

v
v o =

Madallsealsausnanbayrdosn, oYM, 1aenems karuIhuAu (anal canal) LHesngUenguiling
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n15idBid0ni3a3s (chronic blood loss), NMsfiaile wasfulsemuoimsldtien Suiliivledniane

189M919 (anemia), N1saTeyLAUlAE1T (failure to thrive), WaIWIN15%91 (delayed development), WalnA1s

ynamedn (delayed puberty) agn11znsegAmsu (osteoporosis) $ause Wednmailuanansamuszidaiani

(squamous cell carcinoma, SCC) assuinafifntufnsosunadutes 1 fhenguiindedindeuay
Ay o

30 U egnslsnadediviingesves DEB Snvanewin vnwlinanunsoftuiazmenielueny 6-24 Heu anin

DEB self-improving’

1.4 Kindler EB

KEB vi3eLAnGenn Kindler syndrome Huniinues £8 finulstiesiian Jagtuiiseanugtaeiilan
freauUszanm 250 18 AnnesRnUnRivesBu FERMTI Bsineveaynaiiugnasaiuy AR lagainisuans
voufthworandis EB vlindu 1 Aiflanuguuss uwiannseidedonenain B8 v 3 wliafanandreduldan
AU dnswenvesiavdadulunans 9 Fu intraepidermal, junctional tag dermal (sublamina
densa) uenanidinnuseslsadnua poikiloderma @dsznoudae hyperpigmentation %30 hypo-
pigmentation, telangiectasias WagN15YURIVDIINTA (skin atrophy) SrufuRLuLas (photosensitivity)

AUrenguilindauinUnAreeszUUBY 9 Y993 NNETIIY WU UNanaBNUTIMYIEN (gum erosions),

ANURAUNRYDINN, MuAuemMs warmaiulaane Bnnsdalleniaiia SCC laviumgaiugUie DEB®

n1satadeuazn1sItadeuenlin

msaladuendednuazniendiln, Usyifnseunss, UseiinisuasuluniogIa, IRt
IneA5diLAY WU transmission electron microscopy (TEM) wag immunofluorescence antigen mapping
(IAM) (agnisusnvestufiavils egnlsfimuilagtuiisunisdmsanansitugnssu (DNA mutation analysis)
\emBuiiRauns?

v
°

nfadenentse mswenNtsaniidudvsownanaenlunisndu 9 wu SSSS, bullous impetigo,
congenital HSV, epidermolytic ichthyosis, neonatal pemphigus ey aplasia cutis congenita fa¥1na1

91994 TRgRSI8UNISNUTINAUYDY EB ey ACC magunue

n13uasNYN
Yagtunisguasnuidiae EB endunisihwnuseAudszresueinisilumean luueseenadesende
a o = DXl = = a ay v @ ' Y o
avanuindn esangihenquilenalianuiinundlavateszuuiaina Tnelumsguadnuidseneuld
fy Msguarvily, M3shwueaisess, nislesiumsiinseslsatulviuaznisiinnizunindou sIuNs
N13A5IARAAILDINTRERIN RT3 Ty SCC Tildlaesa n1sgualianid waznisguariieyseAu

UsEARIRUDINISUTENDUMESIaZLDunRIRe kT



156 From Primary to Tertiary Care: Collaboration for the Best Outcomes

1. msdasiumsiinduuinasuasunanasn
AITUANLAEINITEEAENIDNIINTENUNTZUNNVRIRINLS InsTumsnusniinssszinsy 3989614 9

erudenduavinliifinunanasnls Wy Nnnaieasie (cord clamps), theyndeiledUls uazn1svivinanis

v '
Y aAada o o 1

Wy wisdenuinadun venaniifuuzihbilddednifdudayy ldsauduauiuly nduasidiuves
I v d' = aa o § ¥ a = a  a [ v . d'

\deorheanduueniiieannisidendnaziliiinseslsalu wasnanideaniseglugeu (incubator) 18N
gampiifigaaranuiuiunauiuly envvhliAeseslsauldivuiu dmsudniauazdlng wuzihizewes

nsidenseaniiyy vwnldduvienatuuiuly uavenaeSugunsalieannisidenduassaaviiiiugs’

2. MaguaduiiwasuazuNAnAGN

mnilsoglsaduimes meviinnanzszueiluguimeseenlivdoifivmaan (roof) wes
sevlsauieliunmauimiainadull msiuwademadeunandeidolilfifanisiadounsndeu
vosRmiflngligunsailinunadilsineliinnisidend (atraumatic wound dressings) 14 soft silicone 3
lipocolloid wagenaviugie foam dressingImﬂLawwu‘%nmwdwﬁaﬁaLLazﬁaLﬁwmﬁﬂ'gmﬁaﬂaqﬁ’umiaﬂ
vosiafiotindth msvEnidenisld adhesive dressing viawUTaadluuufmdstaslaonss iesanasils
FAownadleasnsenld mnldfinsindeveunanasnannsam petrolatum iteindouliunamedty us
mnasdeniinsindontaldonignde (topical antibiotics) wiensiugneniderfuszoznandu 9 auaan
8 Tuvneseenafiansansi autogenic skin transplantation #3914 tissue engineered skin substitutes

WU Apligraf, Biobrane, BIOOPA, uag OrCelTM’

3. N15ATIANAINLAZHEITEIINITIAANLIS RN
PR Yo a I a A ) ° v o -1 A
Hrenslasunsnraianuuszey indlseslsaiasdy SCC wugdlivhmsdaduiileansd

a v

\uusinniig (wide local excision) aglsfiniu SCC TudUae EB dindinmsanfiulsaiireudnaguus (aggressive)
wardnin1sNsea18vaalsa (metastasis) wilbAyinN1sAnoanllnal 3949719R09lASUNITS NN IENITRNYWES

ysegativUnsaly?

4. M3guasneNaUszAUUITEABIANBINTAIUBY 9
nsguasnwdy q Nllanuddy lawn mslvenssdulan (pain control), 1s¥nwiain1sAu
(pruritus), M3QUAMLIATUINT (nutrition), MITNYINILEBAN, NTINHINTIATLANNTY TIUNINTINW

ANURAUNAVBITNANEITUUDY 9 WU STUUMaRuDIsuazsyuumaiutaanis [Wudu

mMssnwsumeiifisieau tun cellular therapy wWu n53a allogeneic fibroblast Wrlufm
(intradermal) Wielinmsndufuues type VIl collagen expression Lazn15an allogeneic bone marrow-
derived mesenchymal stromal cells WnluRantiavsedavasniions (intravenous), madgnanglunsegn
(bone marrow transplantation) uagn15U1UANaiugNIsHU (gene therapy) Fadlderonfonisnunive

WiLAusly?
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Azunsndauuazn1sweInsailsn
amzunsndeuarnswensaflsafimuuananstusnnlnetuegiusingesvedlsn wararufinuni

¥935uUdY 9 woe1ene mndurdailiguuse Wy localized EBS fUhesinlsifinzunsndaunay

flongdy (life expectancy) laissanauily wivnadu BB wiaguuss fihesinianzunsndeuvesszuy

B 1 ¥e3sene finnsineladie waveratnludnmadedinle

2. Aplasia cutis congenita

Aplasia cutis congenita (ACC) %30 congenital absence of skin (CAS) Huaneiifinsmeves
fufmdunsiudsfinudaususniia Tagenafinsmevesiinilstundaiind, sundayt uaz/vm3e
Fuldfamids (subcutaneous tissue) dutiosananunIsmeresnszgnuieiBetiusuos (dura mater) 9178

AwntavassaslsanulauaeNusnntafsee (Sogay 80-90) wWHa1LNSANUNUSHUIUYBIRINL A uiLe

STUINING
wuldlaivey lnggUfinisaluszana 1-3 AusovewnsnAndidn 10,000 Au lnenulunwaviewas

LWANEJIT ¢ Ay’

WyISNUA

Yaguudslunsiunesindauaznalnnisifinlsafidaau wideininlaainuaieaime laun

q

'
=

nsesyveaveinvsemsidenan vl mtmawlunssd Wy nsUailiauysalves neural tube way
embryonic fusion lines, M3tAnuUIAwNaAUALLATIA (intrauterine trauma), N137QIUIATILNARTUR NS
29IN19n (amniotic adhesion), miﬂlaig‘d (teratogens), N15VIALEBAYBIIA (placental infarction) wag

ANURAUARMSRUENTTY W B BMST Ainulu familial ACC Fagnenaaniaiiugnssuwuy AD™"

2INTUALDINITUEAS

AUan ACC fniiseslsaraususniindnuasluunanaen, sesnaenanduuna (ulcer) Wiasonuna
D gusradiunenay, 263 vsailusesuan (stellate) dauﬁaamawmﬂwjmﬁﬂﬁ 58071 bullous ACC2 Fuwna
finulseniian Ao Usnamilsdsur (evaz 70-85) lnplannznanenssvisien (vertex) U3taseslsmaglaill
Wun (alopecia) agndlsfinuanansamuldisumiadu 4 vassraneld wu uSnmuad mnseslsaiidnvgy
AUNINTONANDNNTIY fetus papyraceous %qwuluéﬂwﬁﬁLLNﬂﬁﬂmwﬁﬂuﬂisﬁLﬁﬂ%ﬁm (fetal demise)
Tnerhluseslsasindvunauseana 0.5-10 wufiwns uilsenunsnuseslsavuelngnin 10 wufns
Fanduiusiuanufinunivesngivandsuelddososlsn AUaenalANuRaUNRvesEILieseg1afe)

Tneilseslsn 1 dundsSevargdunieild eranuanuiinun@du q lnglanzefegiiiauianideide
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v
U

duuen (ectoderm) Wu wy, L&Y, flu, Awdeaidu q wazsruuUszamsiume viseeranudusinisuans
pgmilavangulsa (syndrome) ¢4 W Adams-Oliver syndrome, scalp-ear-nipple (SEN) syndrome,
Patau syndrome, epidermolysis bullosa (Bart syndrome), oculocerebro-cutaneous syndrome Wag

211,13

ectodermal dysplasia syndromes #19 ¢ WU Goltz syndrome 16" awnsagiuun ACC sonidu 9 nqu

= T

A Frieden classification (131971 2) Tnenguitnutesiian Ao nguil 1 Feil ACC ivilsAsweiiiosodiafen
TneglifeuRaunddu 9 Saue mnuumudnvaeneainanansautiesndu 2 4ia téun membranous
ACC Fsdnunzsoslsndusiniuuuy voumadnnu Unauioas lnedenarhuluduihasuuuamumie
Jusosuwaidunii (atrophic scar) ﬁﬂﬂﬂqﬂﬂméama 9 ag nonmembranous (stellate) ACC Fednuae
seelsngussliiniuou vialusesuandiindvualvg lufihefifseslsnfindsfsey mndidunuiudouseu
seelsadnvasmileutnaeide (hair collar sign) szdeUadenafimnuinunfives neural tube Wy hetero-

topic brain tissue, encephalocele Wag meningocele 5me Fesnulavaslu membranous ACC’

A19199 2 N1sTwunvlinuedlsn ACC WagNSENENEAIIRLENTSN (AALUasanienansenedei 13,14)

nguil AnwaEn1eAain N13A1ENDANIINUINTTU

1 Scalp ACC without other anomalies AD (BMS1)/sporadic

2 Scalp ACC with associated limb abnormalities AD (ARHGAP31, DLL4, NOTCH1, RBP))
(Adams-Oliver syndrome) AR (DOCK6, EOGT)

3 ACC with associated epidermal or organoid nevi Sporadic

4 ACC overlying an embryologic malformation
such as meningomyelocele, gastroschisis, or Depending on underlying causes
omphalocele

5 ACC with associated fetus papyraceus or Sporadic

placental infarct

6 ACC associated with epidermolysis bullosa AD/AR/sporadic

7 ACC localized to the extremities without blistering | AD/AR

8 ACC caused by specific teratogens -

9 ACC with associated syndromes of malformation | Depending on specific syndrome:

AD/AR/X-linked/sporadic

ACC, aplasia cutis congenita; AD, autosomal dominant; AR, autosomal recessive; ARHGAP31, Rho GTPase-activating protein
31; BMS1, BMS1 ribosome biogenesis factor; DLL4, delta-like canonical notch ligand 4; DOCK®, dedicator of cytokinesis
6; EOGT, EGF domain-specific O-linked N-acetylelucosamine transferase; NOTCH1, notch receptor 1; RBPJ, recombination

signal binding protein for immunoglobulin kappa J region
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N1598928LazN15INIRYKENLSA

a o (Y

mMyitaduefednuarnanadn msitadeuenisnnnuiauraiiiinainnisaaen (obstetric trauma)
warlsaiifiudnvdounanaonlumandu q dildndndisiu lufiheitseslsavunisdsue asidade
wonanlsamaianiledu 9 Aidnneldiidunaduiusniiin (congenital alopecia) Wy nevus sebaceous,
congenital triangular alopecia Wag congenital alopecia areata iwﬁy’ﬂmmaiwuﬂizmmﬁﬁiaEﬂsﬂ

UUNTINATYY 19U atretic cephalocele, sinus pericrania wag heterotopic scalp tissues®

msisandwsaiuAnms#inelufiieniseslsavinalvgusnumisdsee i hair collar sign
w3oidu membranous ACC lesannilemanuanuiinunfvesnginanuazanedligs lngausodmsa
AaULAEIAUDEY (ultrasonography), tenasdAaualnesaued (computed tomography, CT) %30

nsdnsinidadeneldauuwiwanliiveduensle (magnetic resonance imaging, MRI) Ala™

n1sUAsNYN

ilesa1n ACC Wunmginuldlives dagtudedlifimsimuauumdunsguasnwiidaay Tne
lunssnvagtuifusums, vua wareINskanvesltie seelspuunadnanunsameldosdagetamie
sosunadunidearlsifiniu (cicatricial alopecia) soelsadiuunodeifissn1sguauna (conservative) 4
Usenaudemsviunatua 2 asa lagenalitninde (saline), petrolatum 139 silver sulfadiazine 135N
Teneidomniinsindewnsndou dmsuseslsaiidouelngni 2-4 wuhiuns viellmnuRAUNAveINTEYN
TerosoalinTinmiy AoIIRINITINYINIEAITNIGA W1 11591 bone reconstruction Wag scalp pedicled
flap egslsimumssdnlaemgludnidnonaiinnzunsndounie q 1A Wu aAmgunsndeuainmsaueaay,

nsideden, MIRawe, n1saesdiloeniiuitUaseslsa (flap/graft necrosis)™

6"
AzunsndauLazn1INEINTallsn
AMzUNINgounarn1IHEINIAlsATUREAUILIA, ANAN warANRRUNALARLINY 9 ANy
Fase luftheiiiseslsarwadnnisnensallsaroud1ed uillounamednmiedusesunaidu dwfiae
A I a o o Y] Y = v % o A da . .
niiseslsprwinlnguinamiadsvranusanudasnnglagdisfosay 20-55 Fuindedinann sagittal sinus

hemorrhage %38 thrombosis, NIEUNINGBUIINAINIGA kagnIshnweluaNes™

3. Incontinentia pigmenti
Incontinentia pigmenti (IP) 38 Bloch-Sulzberger disease {uanuAnunfvesivilsiiinainaans
AAUNAN9iUgNITU (genodermatosis) wavdnnuauinunAnIesEuuUsEamMIINeAIY (neurocutaneous

disorder)
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STUINING

wuldldves gUfinisalussunas 0.7:100,000 vesmsniaddn dnnulumendgs losnnmeaye
dnideTInnuwmlunssn’’
WYISN IR

s

018M9ANNUGNITUUUY X-linked-dominant (XLD) lagnuin iinainnisanevendunaleiug
(inherited mutation) $98ay 10-25 LLasLﬁﬂmﬂm‘mawﬁuﬁ:‘uaﬂgwﬁumﬂwﬂLEN (sporadic de novo mutation)
1NnNINSesay 75 Iﬂﬂﬁuﬁﬂumma o BU IKBKG n3niAwisan NEMO gene %aag'uuiﬂﬂﬂszm Xq28 finwu
Tsnillumandgannndy Lﬁaqmﬂé’ﬂwmzﬁmJﬂaﬁﬁiwmmmqﬁuqﬂﬁuﬁiu@ﬂaEJmewﬁﬂqmﬁummﬁa%m
Fauslunssd egralsimmnniAinain somatic mosaicism viogUnedu Klinefelter syndrome @il XXY

karyotype vihlidaiilasiulen X fiunfiwdeey Aaunsasendinla’’

2INILATDINTILLEANN

AUde 1P fennmisnueddnlivatgssuy maRmasnuanuiaunfnudunigaddaiaun i

A5 3 anvalznealinuesseslse 4 szezlu incontinentia pigmenti (AnLUas9INLONA15919897 17,18)

szezseelsn | Anwasenneadiln Y9018 INY n53tadeuenlsa
SeesN 1: Erythema, vesiculo- | Bunglu 2-3 dUamiusnuaain | Bacterial infections (bullous
Inflammatory/ | pustules or blisters ﬁ]uﬁﬂm&g 18 Aoy impetigo)
vesicular with acral and Viral infections (HSV, VZV)
linear disposition Dermatoses with blistering in

early infancy (epidermolysis

bullosa)
SeaEh 2: Verrucous lesions | 5ungly 2-3 iauusnud i Verrucae vulgaris, lichen striatus
Verrucous LLazmagjLﬁuiwxnm 2-3 Lhiau Linear epidermal nevus

X-linked chondrodysplasia

punctata
sveeil 3: Hyper-| Hyperpigmentation Sunmeludouusnndainuay Pigmentary mosaicism (LWNH)
pigmented Aoy 9 anasaumeluunsdunie | Naegeli-Franceschetti-Jadassohn
YIUUA syndrome
ooz a: Hypopigmentation | iinTuseniniedejunazatey | Vitiligo
Atrophic/hypo- | Subtle skin atrophy auﬁﬁaﬁﬂmﬁ ($oway 75) Hypomelanosis of Ito

pigmented

HSV, herpes simplex virus; LWNH, linear and whorled nevoid hypermelanosis; VZV, varicella zoster virus
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(Blaschko’s lines) Imasinnusealsanialutiausnuaain anvuzvessealsall 4 sveg laun inflammatory/
vesicular stage, verrucous, hyperpigmented, uag atrophic/hypopigmented stage (1157991 3) @991ANU
= = | = = v vy a v & =

Wigeunses Misonuranesyegluganaifiauifeanuls Tumsnusnifnaunsanuseslsalaneszesn 1-3
Inedinnuseslsaszesil 1 viseszashuin Feaznusuiviosunues (pustules) vuiiuua Bosiadudu

Y A fa o Y a o | a 1 o 1 &
mudugadiIimwds dnnuusnasuulazen dnlinuuinalumi seslsassesiidnluey 2-3 o
Y =2 LY ¥ 1 LY 1 @ @ & ] av v A a dy A Yo v a ¥

wendaimwndngszerdn 9 W egnslstanuluaniaviedlng wndild, fnshnde wielasuingu enansedu

Trseslsaszesi 1 navduunlndlaanaset’

WosananziiluauRaunfvesaisrzimuianiioletuuen sabua1anuaAMuRnUNRUD4
SeuUdUTINME tawn sruuUsyam (Seway 30), a1 (Seway 35-70), U (Seuay 17-34), ny (3peay 28-38),

17-19

\du (Soway 40) wazvila dedisneaunulades

N15IUNLLATNITININYLYNLSA
A15IR099Y 1P 9IAEANWMENI9ARNN FIUSENBUAIEDINISNINRINLIRINENT 5IUDIDINISIUSEUU
du 9 AWauinandedetunenuiiedty nasinsidadeutseenidunueivdn (major criteria) wag
s . . . 1 wa [ @ aa v v a I3 [y 1 v £
wneUsenau (minor criteria) Wwemnlifiuseifnseunsudy IP nmsitadusesdlinaeivanag1atey 1 99

wevndiuseIRu1sedu IP wad nsiinaeiusenauniios 1 99 Aanuisalinisidadelsedls (n151991 4)

A5 4 1nauin1IdaselsA incontinentia pigmenti (AALUAII1NLONA15919897 17)

Major criteria Minor criteria

« Typical neonatal rash with erythema and vesicles (Stage 1) |« Eosinophilia (Stage 1)

Verrucous papules or plagues along Blaschko’s lines (Stage |« Hair: alopecia or woolly hair (dull and
2) dry)

Typical hyperpigmentation along Blaschko’s lines fading in |« Nails: punctuate depressions,

adolescence (Stage 3) onychogryphosis (ram’s horn nails)
« Linear, atrophic, hairless lesions on limbs (Stage 4) or « Mammary gland involvement
scarring alopecia of the vertex (Stages 3 or 4) (hypoplasia, asymmetry, hypogalactia)
+ Teeth: dental agenesis (hypodontia or oligodontia), and/or nipple involvement (inverted
shape anomalies (peg-shaped incisors, conical teeth, nipples, supernumerary, difficulty in
molar cusp pattern alteration) and delayed eruption feeding)

« Common recurrent rearrangement (deletion rearrangement |« Characteristic skin histology

of exons 4 to 10 of IKBKG gene) « Retina: peripheral neovascularization

IKBKG, inhibitor of nuclear factor kappa B kinase regulatory subunit gamma
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nsasraiaanIslunsIdade laun n13ns3anU eosinophil ANt ¥3an1sATIAEANY
eosinophilia Tusealsaszez?l 1 919M15UINITAINTIATULLE (skin biopsy) TIazWUSNBAZLANAINAY

MUTEEYURITRLlIA AIUNTATIININUGAENTNY derangement Y8381 IKBKG ansnsatisdudun1siliady

5]

n1sUasNYN

maguainuiavistutuennsvesiias mniinisdnauinnuesseslaalussesd 1 uae 2 (nflam-
matory Wag verrucous) @nsnsaldemaiiosesdls wazasiiseTinnsindeunsndouifiants nsine
nMmgidduiaunfvesseslsnszus hyperpigmented fataies e1avilminniseniauresseslsala 39a9s
ssuvelifunaseadilanisdniulsady seelsadinananunsasnasediuaglisndudiossny sgrslsfini
ftheesldsunisnsfanalasumsioniiogatiosyn 3 Weulurulusn uasseluTazads iteuszii
wazdamunseniulse sauslimuuzideinistostunuesainudinn (photoprotection) 8ndae
wenanifihe 1P msldfunmsqualasavanuisdn esnnitisnguiienafinruinundlduasssuy
fanandnedu flhoTansldfumsnnavssdiunsszuudssamuazanaamuegwioiles mawueins
Anund wuzihlinsadiududeduersloaues vdensinnnadulniiaues (electroencephalogram, EEG)
wenniftheasldiunissanilaednyumduiidu q wuiy Wesrnoamuaruiinnfvesaonden
UM (retinal vasculopathy) Funnsnwdhenaieeeuszamaiaen (retinal detachment) wazas

nalvnuanle '’

ANITUNTNFOURALNITNEINTAILSA

AzunIndauLaznIsneInsallsnduegiun1snuanurnunfresseuudy 9 siusevsely

TngnnizagadsanuRnunfivesssuudssaniazanuinunfivesni Jaiionnisnisssuudssamazlilaeg

Y

lunaein1sitiady wazanunsanulaiiiesiosar 30 uiovdwHanTENUNTULSWRTIALA Wu 4 (Seway 42),

Aswzidn (microcephaly), motor impairment, a@@tagrunnses (intellectual disability) wazn1zunnsas

MeN13Feu3 (leaming difficulties) lngsosay 88 vason1INszULUsSEa WA lAnluIulusn'™

asu

L]

lsaduimesazuranaentumsnusniinfiinnlsaneiugnssy uwiasdunneiinuldlidesin

winauddglunanwifiliesnineranunuiuauiaunfivesssuudu | wazlnmzwnsndaundunsie

v
Y v v L

Wale datuunnddsmisannsalinisidedelsaliegisgndes ietlugnisesiamiuduagnising

)

Amunzaunaly
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