GENETIC AL HMETAROLIC DISORDERS

Q@se |- 15 yo. Q@ wi genoyaruin, NO Teeth 1+ Short Starure

— hohd X Ty Showed typical fearures Of YICKers
(CopPing., Widening | froying ¢ bone density )

» bone Pofile  (Colcivm . phosphote ; Qline PhosPhotose)
NOYMGL T 4

~ hypophosphatemic Yickets |
(Y linked dominant ; MoSt CoOMMON inherited rickers)

cose 2. 5 ho. O\d., ethorgic, distended Obdomen (Massive
he DoronmegolN )

& CheCK QUCOSE levels —& 20 —& Qe QUESE -+ gub

- Qlyogen Storage  Olisense
(MOSE fypes Qre. SurosSoMmal (essive )

featuves: full Cheeks ;, More hair (loager 10shes, )
KPS Lol ChroiC dlisSeases  psually have higher Qndrogen
Sensifvity — More hair Growotin

* nyRooyCemia + MiCToYEenIalioy —& hypopiruitorism (v GH)
(not OpCo0eN Storoge D)

Case 2 NyPOgyCemiQ + MOroQIossia + oAl heMangioma +
LInbIlICaL NerfiG

— do Critical Sompling of insulin  (heasure. O
the Qeak OF WpPogyCemia) —= high INSULN
& MOroSOMIC + DO Kerones (N LYINE + €0y Creases

“ hyper iNSulinemMA (RX00encLS OY ENdoAeNOUs)
RBeckwoir~ — Wwiedemann  Syndrome



Case B & mo. Od i Chyonic Aicrrheor  Glopeci . dlermatitis
(Seuere NoPKIN derMaritis)

L ACrOAle YOS SNerONaTnCo
(TinC deficiency ,  Qurosomal recessive )
—> Qe TNC

Cose 5 10 yrs  Severe QbdomiNAl poin ko teNderness,
SKin |eSicAs On elbowse X kiees (Orangel)

—> do ipid Prokie

=~ hyperlipidemio. — Congenital Ocute PaNCreatitis
Qutosomal Slominopt)

Cose 6 dingnosed wl Saliblodider Store
+ he has pPhoto cermatitis  (ony On Sun X posed

areos) 4+ olark teerh + bisters + PDaroyChio

- CrythropoiefiC Qorphyrion (GuioSamal Aominant)
O type OfF Cotanous POr PhyriQ

Cose T Chronic fever, ful lips, \igne eyelrows | feeth problem
hair 1 Qails, feethh | Sweotr Qlonds — ectoder

(reaSON OF feuer IS the Obscence OF Swear Olands
Os Sweat Yeduces femp.)

07 ONhyalrOrc Sctodermal olysplasia (X linked)
2 rypohigrotic  edodermal Sysposion (AD)



Cose B Shork Stoture  + Severe distension (Massive
hepatodpleenomegaly )+ PanCyroPena

- lipidl Storoge disease  (Gautner'’s cliseose)
—> Yequire entyne replacemenr
(euery 2 wxs for life)

— € epzyMme  Therapy —» olo SpPleenetomy,
0S O Temporory Meosure 10 feduce JisteASion
(ot Wi Mostly clie 1N 2 \rs)

Case < - Pk Wl Gfaxio ) felangecrosioy
- Oraxi& - felongedasior. Syndrome
Qurosomnal recessive , olefec in DV R Yepair
— More Prone 1O naliNonCy )

Pt died 2 yeors \Oter OF lympPhomo

Cose [0 Unilateral ndreased feariny  (epiphorid) + Proptosis
+_photophobit  (triad)

- QOngenital 9lavcoMe
Carly AIOQNOSIS  SWeS UiSiOA

— Presefranion 1N feppotes - Madroornit

Coge [l heterOChromia iridiS + oledaf pess + white  Strand
OF hair

- oardenburg Syddrome  (utosSomal  doMminant )

cose 1. blve Sdero + fracures

- Oe0genesis imperfecta (¢ (oluagen)



Cace 12 brown Spotrs On frunk  (Cofé ow ok SPots)
Ol Oy GGCICH(\%
SCOLOSIS

+ Neyro Fibromarosis  (Qutosamal clominont)
(pexiform nNeurofioromo )

A type OF Neurd CuraNOLS SYNCiro Mes

Case 4. facial lesiopns (oo ke Ocne) | CoONVUISIOAS |
NyPOMeIanoiC ParChes (Ot \eost 3)
Shogreen POthes
“TuberoLs SUerosls
Q type OF  NeuroCutoNOLS  SYNAOMES
cose \R -

t Sided hemiplegion [t Sided Qort wine Srain

sturge weber Synalrome  (SPoroaiic)
rk MCA OcCclusion Caused \b hemiPleyio
Moy Qlso be assocCioted With ipsilatreral
Quucoma , Seizoures  clevelopmental deldy

* Mmiddle Meningeal Ortery — €pidural _hemaroma

Cose 16 €XxCessive Nair Qrowrh , Cloudy €yes) Shor+ Stoture,
hepotro Spleeno megaly 1 Cueried UMDbIKCLS

~ horier  Synalrome (OutoSomal recesive)
O Type OF MMuOPOlY SOCCNOYIAONS

* hoanker IS anorher type (x linked)

Case \7: \\ yo. 07 , Seuere Cathexio, finger Suckiang , LAAL\E
o walk | St pses aliopers

OYine Shrell like Mople Syrup  (LNabe 10 digest Afs
Vaune , \evcine , 1solevane)

~maple Syrup Lrine D (Need Special Mitk fOrmula)



Cose 13- cevelopmental deloy » Musty Smel OF Lrine
Dloacle | Dlue eves

~ P (need Special Mtk formuloy)

Case 9 Down's Syndrome , kile Stained Vomiting
covble bublble Sign

- CoOngenital cluodenal QDS CrHoA

Case 20 fan { , LisSLAl ProPIem | AIrOCKhA QARG 1Y

- tarfan Syhayome  Outogomnal dominont)

X Yooon eyes o GSF leok — Dasal St F#

X Mosr Common Cawse Of inheyited MeQrol retror AChioA:
Tragne X Syndrome.

X oloyS Ol edeMe
Q —» Yurper SYNIAME  (Mmay e With  Coorctatioa Oy
DICLSPIA QOYHIC JoNE —& \b Sided Neart disease)
o7 — Qoonon SyNarome  (MoStly vk Sided heart disease)

% Most Commol Cause OF INherired Short Satore
OChoNATORIGSO — (QUTOSOMG! AOMINOAT)

* thomb  Qnormaldity + OINemic. — £anCo Nl SYnadrome

* extreme Obesty —& ONipareMal  aisomy

By WSRE IYAD



