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Frontonasal Dysplasia
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« FND

- Median Cleft Face Syndrome

« Frontorhiny

- Frontonasal Malformation; FNM
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) - Anterior Cranium Bifidum Occultum Vv - Alopecia
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& - Brachycephaly V) - Intellectual Disability
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Klippel-Feil syndrome

(Synonym Names ) 58 syl

- Congenital Cervical Vertebral Fusion
« Congenital Fused Cervical Segments
« Klippel-Feil Malformation

- Isolated Klippel-Feil Syndrome
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Cleft Palate o

Scoliosis e

Renal Disorders o

Genitourinary Abnormalities e

Cardiac Defects Such as Ventricular Septal Defect o
Lung Defects o

Limb Length Discrepancy e
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Hearing Abnormalities e
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Holzgreve Syndrome
(Synonym Names ) 8 (sapl

» Complex Congenital Heart Defect

» Renal Agenesis and Cleft and Lip Palate
» Congenital Heart Anomalies

» Mesoaxial Polydactyly

» Multiple Malformations Syndrome

* Holzgreve Wagner Rehder Syndrome
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 Basal Cell Nevus Syndrome
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* Gorlin-Goltz Syndrome
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* Zinsser-Cole-Engleman Syndrome (X-linked)

» Dyskeratosis Congenital, Scoggins Type (Autosomal Dominant)
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* Revesz Syndrome

« Dysfunctional Telomere Maintenance

* Short Telomere Disease
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Congenital Ichthyosis
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* ARCI - Nonbullous congenital ichthyosiform erythroderma(NBCIE)
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(Synonym Names ) 8 syl

« Keratosis palmoplantaris transgrediens of Siemens < Meleda disease
* Transgrediens palmoplantar keratoderma of Siemens

( Description ) (S ylow o od

@ powge odle Mine ol 3l.ans co 9 1) 395 WDle (01555 0,90 blol yo a5 el ol gy (5,lews S Meleda
Ay Ay § B o Lol a5 g lacuws S Cuwgs oy 40 45 s o Lis | Palmoplantar Keratoderma
o Mo ol 31 cogdle dy 398 o0 0dlie jud Cawd g b gme 10 (pizred g Laly g lacaws iy o cadle () 0ed 0
Qb ALl 093 slagil; g g, o it Sl Jolie aml Cangy (o St g puted Slauls ol

A5 gl oo Mino (2 )18 slacigac 4y Camgy 0uls (185 gt (g ol )0 Mal de Meleda 4, M ol 31 a8

S (0 89 wobie 9395l (Slyei o 3l (s jlew (ol ogr dalgS ol pad (Slouisy s (592 b

(Epidemiology )(s5¢/gmc! § £guis

.wlomo){lﬁ Yooioos é\.\\ 05»‘5)@&‘@‘5‘J5

(Etiology) (s slow cude
39 gn 03uall SLURP-1 &5 5 1l Jaazo a2 o 7, SLURPT 15 10 565 5900 slo i Sde 4y (5 5lows o0
Ay 5998 g0 oy (NACHRS) covgs 1o dsS Jiul (090 (sloons 1.5 a4y us3g 1w ol 010 (5 905508 ol
Cel 58 5 ol iz a5 Gl oaid asein ol (ol a4y jeim S o a1y Cangy slo sl led 4
sabuly 4 a5 2loe; Ole pelass SLURP-10 Slos (a8 L 0980 jai - 2isd o0 (§)lom (nl (Swsn e 5952
b sl sk 419, (o 535 G (Gais 45 09 o0 axlge LS L Wigd o J S NACKR gl plo yans



(Clinical Features ) Wb W¥3e
Hlas 1y g5 Wgh 5l e (2UsS e Ys.w &S Cewl (500 ctwsy sl Mal de Meleda o o)Ll a5 jglailan
o i lid 095 slal oS g lacuws A o 1) Jaanel 50,8 gy ol oo Mo ylol8 Tl 1o 00 o
S (g0 (o wile a5 (sloged =05 4 S0 eSS (D e 4 89,0 (Jgensl b 215 p3 4l Sy (S
(symmetrical palmoplantar keratosis) a.uS o .5 01, (0 B,k 9o o slaslall vjw_m gy Sluls o
war ) eiorad OS5 0 L L Caws IS a8 5eb 4 ol S Sluls pl el Sas olje e Gial3IL
sb)bww‘ysnua‘dsbamoo)?&jfjdmy d.....u}a ‘Mw‘u&ﬁ@ajmwbwy\b)‘y
s s ji ) g oDl 51 SO e cwl Sew Mal de Meleda 4 M o8l .00 5 e b o 216
(Perioral Erythema) ;las js0 4zl 508 Casgy @
>l By s e
(Pachonychia) e 5L o musesd g Ciw @
(Y pga) (Kiolonychia) e > yuls 2ol e
(Hyperhidrosis) ol ; s 5 @
(Brachydactyly) LSl Jsoxos absS @
Syndactyly e

Lichenoid Plaques o

(Diagnosis ) (& low (yuxid
aS JolS oy S gy Mal de Meleda o 5eis
3R b sl Ty (ol g Lo JalS adilos Juls
lacs rialis fgo i 1.0 ,25 co 900ty oo o
laly g Loens iS5 (golie5 ()90 b g Mg a3 (Smsy

At (6 lons 39295 j5e0 3 Y gans g il S

() pgad)

2y D pe 2,
bkt SLURPT 5 jo itk (sba g
)3.14...& a &..u ) (_gLQ&HSJ SS )| u‘ys‘a 9 Sl 00

3,5 oolaiwl auseis ML

(Recurrence Risk ) duoxo 39 9 <X )
F8S (o0 S9m sl pojgl D)ls5 5l (5 slew ]
5% ey 2l 5o ilew sop Jlei=l g, ol
Golowm j9 s uzmen .l 7YD dg0 Dis

) - Palmoplantar Erythema



dogi )lge cpl 1o a8 Zlgosl o Ban 5l (S L 0y8 AT (60)lse y0 Ko el Sl Jls Dis 0,8 iz 8 o
S oolal oy g0 ,5lin Dleas I lazg; aS 99l o

(Management & Treatment ) 5lo 3o § & pow
050 o Sidgil S sl eslatul .ol 8939 )] (6l casuinn Sloyd Jeadlygiws o g ke (21050 (098 ol e 4
EE TS ISRNRERA REVA RIP ISP WA REVA KDY IS WL VEPSUR/A ISR VOV R W4 5 /R RS A S VIV R WU FOWIR VS Y|
adlaslails aey ol )0 (guiesgw Ol 1 psacitretin ale STy sl g ) B ras . aiuS oo Jos Jao Cuvgy
Sl gyl 590 Plas aS cl g g, ol 51 oS sl gouie (5 )lae il Soe Do 3y 50 lag o ol 5l eolazul
O89S g o .B-Y MA/KG/d YLS 555 (6l 9,10 (0l 590 (o g a5 Wilools ylis Calizee ladllas 09 3925 Lo

el +.0-Y mg/kg/d

(¥ pga)

Slatie a5 iy ax g8 b .l oolawl BB (YLLS 5,0 Y mg/kg/d 550 b aS cul (6,555 (59,ls Isotretinoin
Sl (oo ()l S8 pin Gl 4 i S o] iz 50 S5l 5 Wl el ysle 50 dsl Seagis,
i gy e o ST550 sloY x> alS b i oo sl pleys il 23l >y 4 35 et
o 518 (78 glacishe (2 yme 5 (s lom al s GMs il b ciny il 4y g 9 Gl (ondge slag o
Oygo 50 e EalS 1 e Sogll ol 4 bayl (ool yliae wlgs o crdg0 7 Bas slag s 5l eolatul cgz ol
Sl o Lo el aS ol Y aigd B pas Sodiww & jg0 s 7 B 0o slag o b lacigae plagads (oS

Dy JBlos o lacgiae aigSil 59, Jladst B adjsl Jae 4]y p3¥ 8o Lo 2aS 059 w93 gl uld

) - Dermabrasion



298 Ogluly Py
Papillon Lefevre Syndrome

(Synonym Names ) 558 syl

« Keratoris Palmoplantaris With Periodontopathia , PLS

( Description )& slon inood
yoss SO B Y e o yﬁ*‘*—“ 999550 Pame (£0)35551 (G Pand (055 5 Cel (S b Sl (5l
y(palmar-plantar hyperkeratosis) L, &S g cuws &S Cawgy (59, (Ngp S >lei b PLS.0S o oLl
S5 ol IS 3ind s o5y 6 e e 4y Ygane laly S 4 log s Laseiie L yg; periodontitis LS
S b g (periodontium)asss co o0y 35 b lais 0aiS Culas g oS abl>l gla Lol (28, o 5l 9 Sledl v\
G LuJ.n_! 30 0,8 Wl glaylass 3 leys pas &g 0 a8l co Bl ST O e 5l LB B adgl slalais yolidl
G P sl )l 5 S 52) g (s Sl Jold @Dle ol g oo o 5 (S VY (5 51 S

b oo Jal Cslie 05951 D yao 4 (5 jlow (bl o (Nyperhidrosis) ol Lo

(Epidemiology )(S3gdgavwl § Eguw
59 o9 g0 0000 ol das 13 9 iS5 so 25 50 (LSS e 4 ) OLBT lapils 45" ol (6,00 s (5 )lo

u&oa‘s)l.ww‘l)“a.u)ﬁwy6Lhdjmbw‘oww)‘;).muj.~lﬂc)ﬁ)ofb \ WGAWW)&Q‘
e pluaisS oy 59,0 (S O e 5l B U sl (San b g oS hlas 1y 095 Wgi sl 10 5 0l (g0l 0l

Qs o slii ]y 0 S 0-Y o o }/w

(Etiology) (S low cde

0SS 5 plogd se olowl 11914.2 coxdse ;0 CTSC L Cathepsin C 5 o s jbls 4 (5 lew ol
pb cathepsin C ;5 o5 (ol (s p Jpamedins 5,70 o (b slod Slos 5l 6 ko 3 &5 Sl (g
lacdly pans g ol s 5o S 1 (VU Sl Sl2 G0 2h 25lico0 (509350 S50 a3l S 45 0o
ol ! im0 LSS |y Cangy (o> )15 cblas ¥ as aiies LU ol slo Jolo dacdl cpl alox 5o jls
s ol St J) (sanisd oo 55,0 (iNgiva) leadd I cols sl sk 5 lagily daly S o S 0y
e 5 ol s s G (il oS (g0l,315 590 )3 098 (gl Cedlad el (28 S sl sl el (S
oo Gl w3l celed (8L 5 055555 ,22)



ARYA

RLSGINY. ‘a)y LS)L"-'-’Q-" ol:;ul 6|fﬁ6)§;o6b)}5l&‘CTSC 5 u‘).....su).sopr{.CAS..bMu*w:n
s Al ol oo oo Jlge ol dlax sl aNatural Killer cell gl |8 3¢5 aloz 5| ool s Codlad (o a5
Lol 5150550 (5 5lor slml o b Joloo (il A (55,5 (5055 sl (6 i Dlalllae

( Clinical Features ) Wb W¥3e

Dy i lags )l g gy ds sl (\Son Jg 990 o b g Cewd b >l 4y dgame N s Hyperkeratosis
69y ol ($o0 (6500 Jls 550yl ST o 01,81l gl 8ol g 0Sgd o T 0 s Slgr 10 sy SloeS
:QL@J 9 o‘..\a'é

locdl () ol o Sleadl ol 8l iy 0 aS iz 12055 0 S Jlo g b 4y lalass Mie ol 31 51 (g b o
525 30 3 AiS e Colex Iy o lais a5 oo lasei] g Lo LelSd 5 laaid.ogd co o0y aasd Jie o jlass ousS absl>|
Vg5

8 o (GINGIVItIS ) 0iS o (6 32 95 5 Wigds o pygi0 3 30,8 >g5 (il oo yo lolyes adgl slaiylass oS Sile;
oS g (regional adenopathy)aiss s,gie col (S g9lad sue (stomatitis)sgs Oledl jl>o sl (S
LS o dloul o8l o |y ald slacisas 4y Myl slasiul a5 wgls JLSis baadd o slapocket el

S 331 sl 6l g9 0038 S8l | 13 v 39 o axaS halitosis ;)] 4 aS e aslews (598 Sl Soe
el SUs o

&8y ;0. (alveolar bone lysis) sgi 4520 o col (San 35 08 co (5,0 ) lagylais a5 lgseinl ars
£999 3l ax g ol periodontitis slx| cely gy (L 355 ) 45 0ul gINGIVILiS 4 e ciwgs slace| >
S O-F o 5l LB gouls (3 SosS slalainadl oo slasladsgl slalais (28, s jlalveolar bone lysis
ol Oleys pae & jgo 10 sy i a4 Sedle badd oS o el Gl canl (Sae ] 5l o a8l o
olass (8 G o 5iaizdl oo S V8 s 5l LB L g o0l IS (a0 35 Lo, oSl slalais of 3l
a1, periodontal (e o3l 51 can ail sasl o lalass pl a8 col 55 led 4 g]w OIS 55 9 agS o
Lo o pliilate-onset o 4 okl o g ede Syee

LS‘)“> Sl ,io.n )L...a ol)sl..\.sbsa w;bs‘ LS‘-"L? 9 M" i 6&@}5& £V )L.a‘ Sl )L».m b‘)él )| o
AL S 7 5 ) S gy slaishe

Cghe (S sladnn] & 04h oo b ales 5l aS aiil 5 lacighe plu Jas b iae 8 Sl Ko ol 31 5] Lan



sleel>).0,5 o Lilhidrodenitis suppurativa g o.ais s e slacigas (furunculosis) e sla JsSdgd

(a9 J22 5 Ofy LS aml 10 05950 9 STopo Sty

o>lgge

(hypotrichosis )iy o sl xS 1y g jao BS (G 50,00 o £l ydraS &l gloouSis (gla > LD ol 3l i
gt sladnl olml el o5 09 ce slonl 5o sladsSls 50 GuilS il golj polie S Sl phn 00l
plS” x5 b intracranial calcification LM 5l o ol (Sas 5.5 ga00 0b 5 33 25 ol 31 ol 0088 0
Dy oo 33 3 (Ao il S g S Eaely aS w8l o Bl desrez (9,0

3)l3e , (squamous cell carcinoma) & ,65e s Joko (slogim IS § puiay Slogidlo b (5 o (! (52l o

P 0uS oo oadlin () paaas) o 1, Vb jo 00l )53 WDe gesmaunl ol ()35 (5,00

VY P

(\ pgad)

( Diagnosis ) (& jlow (yusxid
S sloaasin jastid § ow) pedlgls 0 (ilew azsu B cw) p g J p0 38,5 1 (Sl elS Al @
& lert ho!

Aes e oLz |y alveolar ;lgseul b 5T laglais 31550l e



ARRY%

a0 o ot |y iy lS oo 518 g e STgoS o b by g Culled oy 0 sl @

e O g0 4 §9,e Sl bl infiltration « s540 parakeratosis L ol s |, hyperkeratosis coug cwigo®
Q20 o oLis |y hypergranulosis« acanthosis

Wb oo Coalad w8l o lasl S OBY s jo ’yw aS periodontium g4d¢ b a5l o)lse inn o0
b 595 Fhis oo L lojan fiasgy @dle 9 fs0 (5 )kms yo atplise 1o (850 sl slaplio a5 el (o el 5
Ak oS SeS aseis Cualad o Wilg o 3.0 intracaranial calcification.ous’

D n 0w 3,8 1,0l 4o Cathepsin C o 31 cudlad g 098 0 plil ol39 5,10l 5ITL olasiign jasis e
Lz 0yl Cootl jl Cos (nlo)ls panmeds (53] g ail so (Lo oaims (it il dlad pac by 5 o8 collad
3,551 . g periodontitis dalass yols s 5l e (ke (258 3l (6 ke (ol Wlgs oo plKin 4y aiSeis aS

360 g i iy, Lol ail it 0aisS b wilg o CTSC 15 Sl yesid ooyt Jsge cloens @

(Recurrence Risk ) duxe 39 9 <X

At (5o S0 a5 (s0lly 90 o 515 (5o T JLE Sy s oo JUail glie sagisil 50 4 (6 Lo ]
3l o 00 5ok ;o y0 pally asles wiy,8 el 80 s ol o YO (gl 5L o o

sl o Y 3 S8 cypally 5l ol 05,8 g JLazs!

(Management & Treatment ) sloyd 9 & g

el i ) 2,8 oo S akail . el o g e SalS 5 las e yo @

gy @
I, palmoplantar keratoderma e a5 ol oo (Sys> slo slaadsin, 5l oolatwl Lulul 5 (s )lew oo
S retinoid gg)ls S Etretinate.aigls o alveolar gl 4 o0 aig ) ol 0uS Caly g 0iS oo cans
S g0 okl ol 3l cpl gl aS gy slale o dlex Sliwl oas jalls 0uiiS jlgaisl (g ke oo (gl aS 0l o
ol lp amg il lag s wiSoo 1) Camgy ()15 Y o5 SedglS slag )l iaias 8)lse cnl Jals
By syl 5l osliiul qeidle (1S 6l > g Cagy wigw WS 5 gy slacisic

solse
3 @l (glaplais (58 S 5l e a0l (5 lse 5l 655 sl g lalais Condg (o)

B9 o0 drogi xS I3k 5 03l Lo 9,8 395 (gl S5 0)glie @

LS (6 yuS ol @WDle ol pudg I B ol anils JpuS cod ]y 0,8 o5 e Ll b Sy @
Sl ey glis g plas Cullig apad Cale) 5 955 e 52575 98 (sl Ss (Sl lacigis S9n D50

D9 oo dpogs 3l 8l pl 6l



) E i leg 99,59
Neurofibromatosis Type 1

(Synonym Names ) 58 (sapl

* NF1 - Von Recklinghausen Disease * Von Recklinghausen Neurofibromatosis

( Description ) s slow oo

eI (2 yiaden § S 50 S )0 (e o |y Ol aoizr &S el 0y iy (S5 (6 5bons SG(NF )T 05 505Leg 08953
ol it alies ) lows 50 il o5Mle adl ol samline BB cas piw g Cowgy 8L 4o T b

Sl ysegs aly o SISl gla g lrial (s ) slaS ¢ SScafé-au-lait sleast Lol oDe ! op 5 2l
Al oo (omae pan m i b o (9>

(Epidemiology ) (S 3¢)gmuim! 9 £aa

S Lo ,a5 i slools 10 .auS co Mos s S | iz 90 2 g Sl Yoo 0 dgas (g las ol gl 8
Dl o 0090 o3l

(Etiology) S lew cde

oVl (S el a5 370112 gaml j3 o8 1) (ul s oo &5 NFT (5 53 Gl e 4 g lon
ol s by 55 Ol seisn e ool ools oLl a5 4 | Jsho 1o (5355 st i sl
Ly 5 RAS 285 45 Conlacioe S o gy |, RAS (g5l Jladié 5 03,5 Jos GAP (S, lgic 4y 45 55 oo
0055 Pl g melas o (55950 (25 So NF Tl ooy il (55501555 1 S Gl & (Jolos el 5 03
Ol oS Jlab ol (sla gz 5 09 g0 xSl j5055 G0aliS g8 G lpie 4 N1 5,00 wiS” o sl Ras
3 sl €151 3 o Sl 41y 5 ol sl o (o3l 355 e Jobo 05, S 5 RAS Slled Lak o

() pgaiaims oo GLis (S Job o1 las Mg

GAP
NF‘I
p1 20

by o Ras 555, Ras colles o 5 NF1 2 () py59)
SIR@S e 05800 Jd 5 Jos GTP 4 ) slo LS 4

( Raf > (PBK) Galcosj S5, J}lw RS g ad wasite laceen sibe J8 Gk

* * * Jes Ras iie goaiS ot S lgie 4 NFT 55 008 0

Ras-GDP « |, Ras-GTP .y GTPase el b 5 00,5
et lled Ll NPT (sl gz S oo JUed et |, T 5 oo
Saign ($Bb b, 5 (Jobo el S 25 9 RAS w

| proliferation, survival, differentiation |

O\ pgad)

DS Ay 59 0 59085 (5 low 43 LGAP 5 Slos 5550 40yt Sloesgs gl -)



AR

(Clinical Features ) Wb o¥3e

& i me Loy Jobo 10 g el oig pis (6 Lo SONFT a5 il az g5 ol iS5l s oy gadad aseis o
ol Dglaie aliBre (Lo 58 (5 ko (S N9 i Dol g liae 0,5 dilys lay jallyy 5 0 iz slacdl jo
Niged oo Mos (6 Loy itz £95 4y ) )las 17+ Lo ya5 a5 Wil ools yLis Slallas Lel

' So g SS'L g (¥ ysa)(café-au- lait macules) sy (s, slosed asd oz jeels NF1Ce o sl el
gl palls oolisily g 3o plSim y wiilss e a5 wil e oy AlaS L g T 550

05 g0 0030 NF 1 &y LM 72V 050> 10 45 55 e zrhaws 10 olalegs lole & jg0 4 oY 3 90a8) T i (sl g5
5 S gls e 15 (F 5 a)lag e 9 6 & b smn g (505055 g 2l (T35 bl 53 o] S
Laj,.am ISy cels plexiform neurofibromats as s 5,00 Kb ar b 7 stwgs &y guay 9513 oo labeg idg 95 0]
Sglaie s a0 dae Lo b laos 5wy oo Al (aseds G jo lalog pdg o5 ol (S olass ais 5 & j90 4l jo
5 0ilgs oo Lalog yidy o8 (l O lga 73 O-TA 1 Slalllas gubs o sl 03938l s il 381 L Loyl ooy s a8 woisls
Sy dalss wieili (6,98 Al>las g az g5 4y g Cal ol jor il 5 555 9 )59 LalS 0,0 L aS sl as pusas gyl
Vsono 45 0 aialys Mo (5365 30 5 Yaana) LogalS ol as (330 yo0s5 coai & NF1 s Slico 51,3171 Ly s
20,58 Slis o8y s Sl yoie i g )8 50 Cos |y ol e Wlg e (6505 50 (]

4 Mo )b . ls aialys Toame b s g (oS gl e b cousay ples 4 Dol (gl (glazdly ol33l uilis Do of 3
SLS NFT 4 dis of 3l ol 1S a5 coidle plas 5 ls by oyl s 40 il (g3 (6 it il ol 5 Y70 NF1

Scoliosis e

Hypertension e
Pseudoarthrosis e
Osteopenia or Osteoporosis e

Short Stature o

Café-au-lait (Y .5 Macrocephaly o
Abnormal Cranial Bone Growth (Sphenoid Wing Dysplasia) e
Learning Disabilities Such as ADHD (in 50% of Cases) e

\- Freckle
Y- Axillary
Y- Lisch Nodules

- Cutaneous Neurofibroma
&- Optic Nerve
7- Gastrointestinal Stromal Tumors Lisch Nodules (¥ ,;5.25)




Neurofibroma (f ,; 5.z

(Diagnosis ) (& low ausels
sy 0 (AnSTS A
95 o g bgyd 1 b ¥ Bl il UNF b ansess NIH casess ol jgiws b
Eske 5l ) re oo VO 51 o B (E5le | herpd e (e O 5] S Sl gl S cloaSd iy slasily i o
ohdaSh g Jo nj lase g SS'e
i 53 Gl 99 5l i b g isls 0
Os b b5l el S5 s8 (ol SIU L g adgihasl (650w 1 aiile (et Slpinl anls Sy e
2555,
22 oS pordn;8 ol g Lagrds o £95 0 Sl s tdm Shaai Ly g @
G55 b lene ol s NF1Sie (035,31 ol jls5 aallg) Jol 4 o plo3l @
sy Sail | am ol 09290 oabid asts slate 4 NF1 15 50 ez ool sl alfitlojl slaces
A3k ks Lawid Glp UV e as el (o 5 aiiinnd et BB Solu 4 aien café-au-lait il

(Recurrence Risk ) duoxe 39 p <

D)5 oS Jf aimd oo £ 59055 095 p Sl 50 G e 4185 ol Lo el aiilen jgilog g )53 (6 Lo
10+ Jlazl s st ol 41 88 S Sl S50 55 5 Sl JolS L5 (6 Lo 3585 5 s S0 e 5

sl it o)1 53 (5 o 59 Lol i loly (s lowm Jal (35 o) i 5 51 ol o
©3)lge 50 . AS o0 Sep Maz G Cde @y e V0 050 g CaVh s 5 (ol 5o (097 93 i 5
GBS o IS jsb el Sl (g loc 4 (gom 035,8 Ll Jloil w1 Ds 03558 S s g3 S a5

RGN A CV/A PR CTRVTT P Lol SN JP-X P gPOWR [y9%

V- Café-au-Lait
Y- Pseudoarthrosis

VY-



ARA

( Management & Treatment ) ko33 9 o g

a9k 4 Wb (g laleg dy i Condy Canl (el Gandl Sl (oras g 5 iz Gl Sloow)
S )R 6 5 990 <5 e

D52 9 o (195 30 13098 a5l (6 )lms Bl (63978 (A Ced (Sean 19055 (6 2515 e g 03l 4y ey
b5 Sloyd 55 9 MPNSTS 3,90 13 (ogas a1) (Sloyd (oo Wigd oo Srbop (399> b (Sloys )3l b 5Sze8
255 )18 03lil 850 Wl o0 3095 (6 5 )3 Jore 4 az g3

lalog urdg 5 DlBgl 25 .0alS o olw cuas oo [5 0l e s I Vincristine g Carboplatin b b o conis
S ol ol 3l eyl

35 (Sl 5 9503 U8 ]y o s 4 0 3 )Lt (21331 (gonmliin D90 10 5 095 Sl atyles o
AP BNESRV S

‘f').) L r:l.?u‘ Jl} 5 U—‘ Cowd u...bL' le.tbu.o.i.lj)g 9 Ras 6LQOA.Z.LS)LQ,0 ‘SM.:U).)‘ S99y (SO ULQ.JDU o)’j).a‘
J s MPNSTs (g5, lag,| o 31 Lo b SlaS 5 ol pie ol aals JLss a0 ) caduaal zls gl
A (w9

iN Vitro ;o ,s055 cpl o) 5l (5,350 ,9b 4 Lovastatin L .S 5 ,» Farnesyl transferases Jl :lgic «
, Hyaluronan oligomers .sls :lis Jokw (05, les (g9, olie 1 55 Sorafenib gq)ls o5 clas
JB IS & alBaole;l cllg> 10 1, MPNSTs wi, cee yu(doxorubicin)  Sleys conds slog,lo b oS 5
S20 yuals glaka>dle



39wl 39 g8
Tuberous Sclerosis

(Synonym Names ) 58 slapl

* Bourneville disease * Tuberous sclerosis complex (TSC)
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multiple pits in dental enamel
hamartomatous
rectal polyps
bone cysts
cerebral white matter radial migration lines
gingival fibromas
Nonrenal hamartoma
retinal achromic patch
“confetti”skin lesions

multiple renal cysts
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facial angiofibromas or forehead Plaque
nontraumatic ungual or periungual fibroma
hypomelanotic macules (at least 3)
shagreen patch
multiple retinal nodular hamartomas
cortical tuber
subependymal nodule
SEGA
cardiac rhabdomyoma(single or multiple)
lymphangiomyomatosis

Renal angiomyolipoma
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Sturge-Weber Syndrome

(Synonym Names ) 58 slypl

» Encephalofacial Angiomatosis

» Encephalotrigeminal Angiomatosis

* SWS

 Sturge-Weber-Dimitri Syndrome
 Sturge-Weber-Krabbe Angiomatosis
* Sturge-Weber-Krabbe Syndrome
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PYCR1-related De Barsy syndrome
(Synonym Names ) 58 (sbypl

* PYCR1-related De Barsy syndrome

» Autosomal recessive cutis laxa type 3 (ARCL3)
* Corneal clouding-cutis laxa-intellectual disability
- DBS

* De Barsy-Moens-Dierckx syndrome

* Progeroid syndrome of De Barsy

* Pyrroline-5-carboxylate reductase 1 deficiency
* PYCR1 deficiency

( Description ) (S slow o od

St 0 Sl ey ;3B et ODISe b aS el ol (S PSS PYCRT L L jo o )bd 00
oattine o Shg 05d co Lattive (ol (CULTS 1aXA) (5 pdy Blasil a8l a5 Lol g 0oLl S 2 gy 9 w095
5,8 Sy 3 B 4y g3 se e S0 a3 1 el (Soe 5 s slas Ll 5 ISl slas el g0
Al Sglate 00,8

(Epidemiology )(83gdgavl 9 Egui
G55 S lse 3 it (6 bom ol s e o3l ol 3, o Sl lons 3,155 6 lons ) 510,50 O 5l jaS 15S b
5% ) Sologt Tl ey iz 53 52 5 O (gl S (s g0 Gl E50d 3 (ReBS (e 5, nl 5l il o

A2 o L |y 095 (g0l3e5 blgl b Wgs

P5C L-Proline
NADPH  NADP+

N COOH N COOH

PYCR e puusiSa () 55)

(Etiology) (s)ilew cde
olie pgisl T &)l o5 amae &, (PYCRT) V3l g0, S 90,5 -000dg o w2 351 0 LS e 4y (6 Lo o

e S i 035 o 355 1) ol gy Seeslial ¢ 608 ghie 10 (PEC)Menn 52,5005l oy ez b 33T il e



ok uits Slaezs pl 39 0 (5,955 gie 10 (ol job a9 Jobo ;0 PEC gozs o w31 (il 50 00 Jlad
a5 ot (3135 s lens (nl 6,500 3l w3 o0 ) (ks Sy g s5msl 0T JLis 4 5 05 o0 azlye S L1,
ol 0 4238 (5 Logs e ALDH1BAT sile (5,558 (o 5 ol 00t saalics o] 10 PYCRI 35 s

CALDHABAT L s o s )5 ppins)

loants (lulids g5l aS a3 ls A5 (g )lare (nl S92 0 59 6,500 slagys a5 99,00 U]

(Clinical Features ) Wb @¥dle

S S 05 i S sl 555 ] 53505050850 e 5 6 ot ol o a5 Lo
095Uy (I b dad e (goamie @dle Lol caily aiilas 1) Cand (ol j0 00l (53 (e plad conds olwliss ol 3
Sl ool 5155

AP Cawgy 084S 5,2 Cll g 0 5l i SlaeiS L aS ol o 'LSY sS ol8l pl Sl cedle (p iege
Wgd oo Comgy 2 sz G s Sl 3l (pan jo adl csalie LB (o) 4 (Stugy slans g 45 09h Slis
Sl 5% 5Vt 5,5 258 et b e S lnerd ol i Lol 31l a3 sl e
AL ol o pr LT olad Jligd ol dtay Sl Soe 0 Wgio 055 loljes 4o (ol ol so Setwdlund
05..» odlice Cl uimr.s ksll-g-hdj)im

S8, 30 Sl IMSie ol s 09 oo 0 line i (slo Ll 5 o yeuil e 4y folas oS > ol aals g LS
9 Oleinl Saxe dlse 2alS pectus excavatum Jols ISl (e K505 adlol g5 co 25 55158 folin
),..a 0)‘\5 °)LAAJ‘ L’ 9 S ul...miu‘ 9 laws ‘D‘)] 9 (_g)l....:>|)...c g_:ls)} O «S athetoid ul5).> ..\.M.al."sn U‘W‘ éy
D9l 8 0838 O)lae iy 1o

[y a8 ad )b g0 s )b puiomas o (CST,BL) i cwie (ol jaS aile et EMSie o lons @3De [0
Sy el olyies

! ol ooz 5300 oDhe 08,5 Slio cans it Dl j0 au i b g Coodle (9 Wilgs oo ds B ol I

Dl oo’ i 99 9 S oo o al K,

VY

(Y pgad)
- Cutis Laxa 8- Subluxation
Y- Progeria 7- Bilateral Corneal Opacification
Y- Frontal Bossing A- Blue Sclera
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Williams Syndrome
(Synonym Names ) 58 (sbypl

* Beuren Syndrome

* Early Hypercalcemia Syndrome with Elfin Facies
« Elfin Facies with Hypercalcemia

* Hypercalcemia-Supravalvar Aortic Stenosis

* Williams-Beuren Syndrome

* WBS

* WMS
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V- Supravalvular Aortic Stenosis;SVAS
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- Widened Cerebral Ventricles
Y- Calvarial Thickening
Y- Mental Retardation
Normal brain ¥- Developmental Delay

&- Seizures
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)- Pubic Diastasis
Y- Bifid Clitoris
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Mayer-Rokitansky-Kiister-Hauser Syndrome

Miller-Dieker syndrome
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Wolf-Hirschhorn Syndrome
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Dyskeratosis congenita Q82.8 3A70.0 1775
Bloom syndrome Q82.2 4A01.31 125
Bardet-Biedl syndrome Q87.8 5A61.0 110
Von Hippel-Lindau disease(Familial cerebelloretinal angiomatosis) Q85.8 SAT5 892
Ichthyosis Q82.8 EC20.00 352333
Hailey-Hailey disease Q82.8 EC20.2 2841
Darier disease Q82.8 EC20.2 218
Papillon-Lefévre syndrome Q82.8 EC20.30 678
Mal de meleda(Keratosis palmoplantaris transgrediens of Siemens) Q82.8 EC20.30 87503
Epidermolysis bullosa Q81.9 EC3Z 304
Myelomeningocele Q05.9 LA02.Z 93969
porencephaly congenital Q04.6 LA05.60 99810
Schizencephaly Q04.6 LAO0S5.61 799
Microcornea - aniridia Q13.1 LA11.1 77 YYA
Persistent hyperplastic primary vitreous Q14.0 LA13Y 91495
Bilateral atresia microtia Q13.1 LA22.2 138
Pierre robin deformity or syndrome Q87.0 LAS6 363294
Tetralogy of fallot Q21.3 LAS88.2 3303
Tricuspid atresia Q22.4 LASg9.1 1209
Congenital heart block Q24.6 LASY 60041
Arteriovenous malformation Q27.3 LA90.3 211266
Bladder exstrophy Q64.1 LB31.3 93930
Mayer-Rokitansky-Kiister-Hauser Syndrome(Rokitansky syndrome) Q51.8 LB44.Y 3109
Miller-Dieker syndrome Q04.3 LD20 531
Joubert syndrome Q04.3 LD20.00 475
Sturge-Weber Syndrome Q85.8 LD23 3205
Achondroplasia Q77.4 LD24.00 15
Diastrophic dwarfism Q77.5 LD24.03 628
Osteopetrosis Q78.2 LD24.10 2781
Seckel syndrome Q87.1 LD24.D 808
Atelosteogenesis type 111 Q78.8 LD24.E 56305



Apert syndrome(Acrocephalosyndactyly type 1) Q87.0 LD24.G2 87
Kipple Feil syndrome Q76.1 LD24.H 2345
Osteogenesis Imperfecta Q78.0 LD24.K0 666
frontonasal dysplasia Q75.8 LD25.3 250
Craniofrontonasal dysplasia Q87.1 LD25.3 1520
Arthrogryposis Q68.8 LD26.4 109007
Ectodermal dysplasia Q824 LD27.0 79373
Xeroderma pigmentosum Q82.1 LD27.1 910
Cerebral dysgenesis Q04.8 LD27.2 66631
Marfan syndrome Q87.4 LD28.01 558
Ehlers-Danlos syndrome Q79.6 LD28.1 98249
Kindler syndrome Q81.8 LD2B 2908
Proteus syndrome Q87.3 LD2C 744
Yya Peutz-Jeghers syndrome Q85.8 LD2D.0 2869
Neurofibromatosis Q85.0 LD2D.10 636
Tuberous sclerosis(Bourneville syndrome) Q85.1 LD2D.2 805
Gorlin syndrome Q87.8 LD2D.4 377
Fraser syndrome E75.2 LD2H.0 2052
Patau syndrom(Trisomy 13) Q91.7 LD40.1 3378
Edwards syndrome Q91.3 LD40.2 3380
Trisomy 22 Q923 LD41.M 96068
Wolf - Hirschorn syndrome Q93.3 LD44.41 280
Cri-du-chat syndrome(Monosomy 5p) Q93.4 LD44.51 281
Williams syndrome(Deletions chromos 7q11.23) Q87.8 LD44.70 904
Deletion chromosome 11 Q93.5 LD44.B 261816
Turner syndrome Q96.8 LD50.0 881
Klinefelter syndrome Q98.4 LD50.3 68335
Pyknodysostosis Q78.8 - 763
Holzgreve syndrome( Multiple congenital malformations) Q87.8 - 2167

Hennekam syndrome O | e 2136
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