A SHORT GUIDE TO THE LATEST POSSUMweb

1. Searching using traits

After logging in you come to the Home page:
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POSSUMweb

Piclures Of Standard Syndromes and Undiagnosed Malforma(ions

Welcome to POSSUMweb

POSSUMweb is a dysmorphology database to assist
clinicians in diagnosing syndromes in their
patients, using traits and images. It can also be a
useful teaching and learning tool, by searching for
specific syndromes and cases.

This database includes around 4000 syndromes
° including multiple malformations, metabolic,
O teratogenic, chromosomal and skeletal syndromes
and their images, and is updated continuously.

This version of POSSUM allows free text search (top
right of the screen), and trait, syndrome and
reference searches starting from the tabs above. In
addition there is a useful trait atlas.

The POSSUM team welcomes input from the user
community, and submission of syndrome images.
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The actions take place using the upper tool bar.



Trait searching .....
select the Trait search tab from the upper toolbar
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POSSUMweb

© Trait search for Syndromes

Saved Searches | . Your Searches —- &
Trait Selector | Select a value #) [ Select a value '3
Trait Threshold ¢« 0 Y

Conmactus FAQ Support [

Then select a group of traits, in this case Stature
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© Trait search for Syndromes

Saved Searches Your Searches —- | §

¥ Select a value Select a value ' 3

Syndrome Aetiology
Chromosomal Abnormalities not Coded as Cause
Chromosomal Site
Trait Threshold  Sunvival
Pregnancy
Build
Skin - Adnexal Changes
Skin - Patchy Changes
Skin - Diffuse Changes
Skin - Pigmentary Changes
Skin - Vascular Changes
Skin = Tumours and Lumps
Hair - Pigmentary Changes
Hair - Texture
Hair - Distribution on Scalp
Finger Nails and Toe Nails
Skull and Scalp (See Radiology = Skull)
Face - General Impression
Face - Shape of Face
Face - Orbital Region
Face - Midface
Face - Lower Jaw
Face - Facial Clefts (See Lips for Cleft Lip)
Ocular Region - Eyebrows
Ocular Region - Lids and Lashes

Eyes - Clobe (for Cryptophthaimos see Lids and Lashes)
Eyes = Anterlor Segment Contactus FAQ Support (3 W
Eyes - Retinal Abnormalitites

Eyes - Vision (including Investigation Results)
Eyes - Eye Movement Disorders
Nass

t Selector




And then select the specific trait, in this case Short stature -

postnatal.
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POSSUMweb

* Trait search for Syndromes

Saved Searches === Your Searches ---

Tralt Selector | Stature (Also see Limbs)

Trait Threshold « 0

Select a value

Normal height (with skeletal dysplasia)
Abnormal stature

Tall stature

Long trunk

Long limbs

Marfanoid habitus

Shaort stature - prenatal, intrauterine dwarfism

[ 7 Short stature - postnatal

Short trunk

Short limbs

Short limbs-predominantly rhizomelic
Short limbs-predominantly mesomelic
Short limbs-predominantly acromelic
Other abnormal stature
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As each trait is added the search is performed.



No document in chpboard

Keep adding traits to assist in your diagnosis...adding

Saved Searches

Trait

Select mandatory, excluded, ordinary traits to search

| === Your Searches —- 8]

Selector | Stature (Also see Limbs)

Trait Threshold «0

Selected Traits

Save Search

() Share this saved search with others

1382 matching syndromes found

Score I

o

e

1

3087
s271
3613
6093
im
6719
3001
3002
4318
3919
5341

OMIM Name

147791  11q terminal deletion disorder i*
258501  3-methylglutaconic aciduria, type 3 4°
273750  3M syndrome &*

¢1| Short stature ~ postnatal

Short stature - postnatal | Ordinary 31 remove

Save Search

605756  46XX gonadal dysgenesis, short stature, recurrent metabolic acidosis ¥
49 )00KKY syndrome 1
Aarskog-like syndrome, Xu-Yu type &'
305400  Aarskog syndrome i
105650  Aase syndrome o*

200100 Abetalipoproteinemia &

200110  Ablepharan and macrostoma i

Abnarmal facies, mental retardation, ectomorphic habitus &

Pigmented naevi

0]

No document in ehpboard

Saved Searches

Trait Selector

Trait Threshold

Selocted Traits

Save Search

Select mandatory, excluded, ordinary traits to search

| === Your Searches —~ 8]

{ Skin - Migmentary Changes

Short stature - postnatal | Ordinary 3] remove

(] Share this saved search with others

1382 matching syndromes found

Score W

R R O S o Y

3087
s271
3613
6093
3
6719
300
3002
4318
3919
5341

OMIM

147791
258501
273750
605756

305400
105650
200100
200110

Name

11q terminal deletion disorder i

3-methylglutaconic aciduria, type 3 &°

IM syndrome &

£ 7 Select avalue
Abnormal pigmentary skin changes
Viiligo
Decreased skin pigmentation - diffuse
Decreased skin pigmentation - irregular
Decreased skin pigmentation - patchy-streaky
Increased skin pigmentation - diffuse
Increased skin pigmentation - irregular
Increased skin pigmentation = patchy-streaky
Acanthosis nigricans.

 Cafe au lait
Excessive freckling
Lentigines
Other pigmentary skin changes

46,XX gonadal dysgenesis, short stature, recurrent metabolic acidosis &

49300 syndrome 1

Aarskog-like syndrome, Xu-Yu type &

Aarskog syndrome i
Aase syndrome 0*

Abetalipoproteinernia &

Ablepharan and macrostoma i

Abnarmal fa

mental retardation, ectomorphic habitus &



Adding further traits adds to the matched syndromes.
The next screenshot shows two traits, matching to either
trait, or to both traits. Number of matches in the left side
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POSSUMweD — an Hayes 1 POSSUMWeD - Trait search for Syndromes I Microsoft Outlook Web Access j £2
Trait search for Syndromes
Saved Sears
it Sel
Trait Threshold
Selocted T atur
gmented n.
Save Search PR
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This screenshot shows that there are 40 matches if you want
2 out of 2 matches.



No document in chodoard

Select mandatory, excluded, ordinary traits to search

Saved Searches | Your Searches —- | 8]
Tralt Selector | Skin - Figmentary Changes 8| Pigmented naevi ¢
Trait Threshold ¢ 0 2o 3

Selected Traits  Short stature - postnatal | Ordinary 2] remove

Pigmented naevi | Ordinary 3| remove
Save Search PN

() Share this saved search with others

Clear
40 matching syndromes found
Score M oMM Name
2 jo11 101800 Acrodysostosis '
2 3651 276820 Al-Awadi-Raas-Rothschild syndrome &'
2 6539 612079 Alopecia, neurological defects, endocrinopathy &
2 3627 115150 Cardiofaciocutaneous syndrome &°
2 5620 Central sclerasis, bamboo halr, ichthyosis &
2 6530 612001 Chromosome 15, microdeletion 1513 &°
2 4716 Chromasame 8, masaic tetrasomy 8p &
2 4189 251260 Chromosome instability disorder, Maraschio-Peretti type &°
2 5572 Chromosome X, del Xg i
2 5573 Chromosame X, ring () &

You can also choose that a trait be mandatory



Select mandatory, excluded, ordinary traits to search

No document in chpboard

Saved Searches | - Your Searches —- 8|

Trait Selector | Skin - Pigmentary Changes 81 Pigmented naevi T8)

Trait Threshold ¢« 0 T

Selacted Traits  Short stature - postnatal [Ocdinary | 3] femove

Pigmented naevi | Mandatory  §| remove
Save Search Save Search
() Share this saved search with others
Clear

84 matching syndromes found

Score M oMM Name

2 3011 101800 Acrodysostosis &

2 3651 276820 Al-Awadi-Raas-Rothschild syndrome i

2 6539 612079 Alopecia, neurological defects, endocrinopathy &

2 3627 115150 Cardiofaciocutaneous syndrome &

2 5620 Central sclerosis, bamboo hair, ichthyosis &*

2 6530 612001 Chromosome 15, microdeletion 1513 &

2 4716 Chromasame 8. masaic tetrasomy 8p &

2 4189 251260 Chromosame instability disorder, Maraschio-Peretti type &

2 5572 Chromosome X, del Xg &

2 5573 Chromosame X, ring (X) &*

2 3965 Cohen-Scott-Smith syndrome 5"

You can keep adding traits

arch_formimainT

Saved Searches | . Your Searches -~ $!
Trait Selector | B "1 Muscular hypertonia, spasticity, rigidity, brisk refl ¢
Trait Threshold «0 LY 2
Selected Traits  Short stature = postnatal { Ordinary ¢ remove
Pigmented naevi {Ocdinary T3] remove

Muscular hypertonia, spasticity, rigidity, brisk refl | Ordinary 8] remove
Save Search Sove Search

() Share this saved search with others

1662 matching syndromes found

Score I oMM Name

3627 115150 Cardiofaciocutaneous syndrome &°

5620 Central sclerosis, bamboo hair, ichthyosis &

3234 227650 Fanconi pancytopenia syndrome &

4100 Mental retardation, short stature, unusual facies &
3320 310465 Multiple anomalies, mental retardation, deafness &*
6604 613078  Nijmegan breakage syndrome-like disorder *
3257 309560 X-linked mental retardation-hypotonic facies syndrome &
$271 258501  3-methylglutaconic aciduria, type 3 &

4241 231550  Achalasia-adrenal-alacrima syndrome &

4321 201100 Acrodermatitis enteropathica &*

3011 101800  Acrodysostosis &'

3651 276820 AJ-Awadi-Raas-Rothschikd syndrome o°
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A SHORT GUIDE TO THE LATEST POSSUMweb

2. Searching for syndromes by name, OMIM number,
POSSUM number or Reference

After logging in you come to the Home page:
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FOSSUMweD  1an Tiaves POSSUMweb - Home G Wicrosoft Outiook Web Access - =
POSSUMweb [N Toxseurer Symarore s A s i o |

Pictures Of Standard Syndromes and Undiagnosed Malformations

Welcome to POSSUMweb

POSSUMweb is a dysmorphology database to assist
clinicians in diagnosing syndromes in their
patients, using traits and images. It can also be a
useful teaching and learning tool, by searching for
specific syndromes and cases.

This database includes around 4000 syndromes
o including multiple malformations, metabolic,
o teratogenic, chromosomal and skeletal syndromes
and their images, and is updated continuously.

This version of POSSUM allows free text search (top
right of the screen), and trait, syndrome and
reference searches starting from the tabs above. In
addition there is a useful trait atlas.

The POSSUM team welcomes input from the user
community, and submission of syndrome images.

Contact us FAQ Support L

The actions take place using the upper tool bar.



Syndrome search...... select the syndrome search tab.
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POSSUM web

Search Results
Syndrome Search

Name s b
11236 ) @
OMIM Number
Syndrome Id & Title ¢ N Modified & Last contributor & Version State &
3087 11q terminal deletion disorder 10/17/2012 Cathie Rose 0.0  Approved
Syndrome 10
6308 vergrowth syndrome 9/7/2012  Cathie Rose 0.0  Approved
4926 3-hydroxy-acyl-CoA dehydrogenase deficiency o 143450 9/6/2012  Cathie Rose 0.0  Approved
Text search
3727 236795 9/7/2012  Cathie Rose 00  Approved
6870 10/18/2012 Cathie Rose 0.0 Approved
Cleas Cos syndrome
5266 3-methylglutaconic acic 250950 9/7/2012  Cathie Rose 00  Approved
Wo document in chpboard 5271 3-methyiglutaconic ac 258501 9/7/2012  Cathie Rose 0.0  Agproved
250951 9/8/2012  Cathie Rose 0.0  Approved
9/7/2012  Cathie Rose 0.0  Approved
3-Phosphoglycerate dehydrogenase deficiency o 601815 9/7/2012  Cathie Rose 0.0  Asproved
6367 3329 microdetetion syndrome 9/7/2012  Cathie Rose 00  Approved
6529 3929 microduplication syndrome 9/7/2012  Cathie Rose 0.0  Approved
6093 46,XX gonadal dysge hort stature, recurrent 91712012 Cathie Rose 0.0 Approved
5483 4BXYYY syndrome 9/7/2012  Cathie Rose 0.0  Approved
49,000(Y syndrome 9/7/2012 Cathie Rose 0.0 Approved

1/236 ) =

And either type in a name, OMIM number or POSSUM
number.



In this example [ searched for Noonan syndrome.
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Syndrome Search

Name 5T
rocaan
Syndrome id & Title . Modified & Last contributor & Vers Sta .
OMIM Number
4342 Baraitser-P yndrome 9/7/2012  Cathie Rose 0.0  Approved
en-Scott-Smith syndrome 9/7/2012  Cathie Rose 0.0 Approved
Syndrome 10
286 nough syndrome 9/7/2012  Cathie Rose 0.0 Approved
4205 Neurofibromatosis-Noonan syndrome 9/7/2012  Cathie Rose 0.0  Approved
Text search
3972 an-like, contracturas, myopathy, hyperpyrexia Cathie Rose 0.0 Approved
6742 Noonan-like syndrome, CBL tumour-suppressor gene m 613563 9/7/2012  Cathie Rose 0.0  Approved
Cleas Cos
ndrome, loose 2 9/7/2012  Cathie Rose 0.0 Approved
. 4719 Noonan-like with dig 9/7/2012  Cathie Rose 0.0 Approved
3335 Noonan syndrome =* 163950 10/16/2012  Cathie Rose 0.0 Approved
3390 Short rib-polydactyly syndrome, 263530 9/7/2012  Cathie Rose 0.0  Approved
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You can scroll down and select your syndrome to look at, in
this case Noonan syndrome.

IOTOMEENCEN OOLUIMENTITADIAT =¥ ARCONVEARTIONIE ~ONKMAIN Y — POSSIMMmel - Nosain tyndrt B Reader I

ASUM/COre ! SYNTTomes Noonan

POSSUM web

Noonan syndrome < [+
Syndrome Search

Name EPLLENE Details Media Cases

References Edit Comments ary Manage

OMIM Number

SYNDROME DETAILS CLINICAL CASES
Name Nooaan syndrome © Caseld - 655

Syndrome 10 Syndrome 1d 335 * Case At Age: 2 years and 10 months
OMIM Link o Caseld - 1732

¢ At Age: 13 years
Gene Location 12q24.1, 2p22

2p12.1, 3p2%, 1p32.2, Tq34
Text search

Caseid - 1958
» Case At Age: 4 years

Alternate Names  Noonan syndrome

sepw Male Turner-like syndrome
Pseudo-Turner syndrome o Caseld - 259
Clew Gos o Case At Age: § years
o Case AtAge: 13 ye nths
DESCRIPTION = Case At Age: 2 years

Case id - 565

« Case At Age
= Case At Age
» Case At Age:

Clinical
Short stature with often short webbed neck, pectus carinatum/excavatum and & distinctive facies inchuding
hypertelorism, downslanting palpebeal fissures, Ptosis and low-set posteriory rotated ears with a thickened helix.
Cardiac anomates, especially pulmonary valve stenasis, are frequent

The facial appearance evolves wi
foids).

Keratotic papules of eyebrows and p

¢ AL AGe: 3

age and may be more difficult to recognise in the adult (note prominent naso-labial

Case id - 569
Jenonary lymphangiectasis reported. » CaseAtAge: 3 years

» Case At Age: 7 years
For a review of fackal phenotype versus genotype see (Allanson 2010)

Three cases reported with SLE o Caseld - 563

o Case AtAge: 1

intelligence often normal; about 30% of cases require special education. Some cases with Arnold-Chiari malformation » Case At Age

* Caseld - 12037
Association with myeloproliferative disorder in childhood reported (Rader-Meanier 1997, Kratz 2006). o' Case At Age: 7 months
Report and review (Nisbet 1999) of cases of Noonan syndrome presenting prenatally with uitrasound abnormalities ¢ Caseid - 932
ncluding increased nuchal fluid, short femora, pleural effusions, tydrops, cardiac and renal anomalies. * CaseAtAge. 7

o Caseld - 394

Noonan syndrome 4 with $051 mutations (Roberts 2007) o Chia

oe: 8 vears and 6 mo




Scroll down for images.
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16/10/2012 - Catherine Rose Carvalho, Dankel.Rocha., et al. ‘Nooman syndrome
assoclated with unilateral iris coloboma and congenital
chylothorax in an infant ', Clin Dysmorph, 12: 143-

PICTURES 144, 2003 &

Cesarini, Laura., et al. ‘Cogaitive Profile of Disorders

Associated With Dysregulation of the RAS/MAPK

Signaling Cascade’, Am | Med Genet, 149A. 140-146,

2009 &

Face

Cirstea, LC., ot al. 'A roswricted spectrum of NRAS
mutations cause Noonan syndrome’, Nature Genet, 42
27-29,2010*

Collins, £, et al. "The Noonan syndrome ~ a review of
the clinical and genetic features of 27 cases.’, J Pediatr,
£3: 9414950, 1073 &

Crooeen, Blien A, et al. ‘Bectrocardiography in
Noonan syndrome PTPN1L gene mutation - phenotype
characterization”, Am | Med Genet, 146A: 350-353,
2008 &

Derbent, Murar., et al. ‘Clénical and Hematologic
Findings i Noonan Syndrome Patients With PTPN11
Cene Mutations', Am J Med Cenet, 1S2A; 2768-2774,
2010 %"

Dolifus, Helene., et al, ‘Bilateral iricoretinal colobomas
in a child with 3 Noonan phenotype’, Clin Dysmorph,
10° 299-300, 2001 &

Ealaout, $.Chafal., et al. ‘Cerminal Mosaicism In
Noonan Syndrome. A Family With Two Affected
Sidlings of Normal Parents’, Am | Med Cenet, 152A:
2850-2853, 2010 &

Fabrerto, Antonella., et al. “Two cases of Noonan
syndrome with severe respiratory and gastroenteral
nvolvement and the SOS1 mutation F623F, Lurop )
Med Cenet, $3: 322-324, 2010 &

Ferrero, Giovanni Batrista,, et al. 'Clinkal and
molecular characterization of 40 patients with Noonan
syndrome’, Europ | Med Cenet, $1: $66-572, 2008 &°
Fryns, J.P.. et al. Progressive hydrocephaius in Noonan
syndroeme’, Clin Dysmorph, 6: 379, 1997 &

Fukushima, Y., e2 al. ‘Noonan syndrome and irs related
disoeders.’, Acta Pagdiatr Jpn, 38 102-104, 1996 &°

Individual clinic cases at different ages, and the references,
are located to the right of the webpage.

Opening a reference takes you to a link to the pubmed
entry.

| 5 www.ncbinim.nih.gov.

%2 NCBI  Resources %) How To Sign.in fo NCBI

:] AmJ Med G il AND 2011{pdat] AND Alﬁeri[aqlhof] AND Visual processing |

LIRSS Save search Advanced Help
Display Ssttings; ) Abstract Send to; ¥ Silve ey o
Aml) et A, 2011 ook 34229, Epeb 2011 Sop 0.
Visual p in dorsal and ventral stream sensitivity. il
Alfacp Gosace. Da Rose P Rici . Sl A Maoghi 0 et A Baranel . Tos . M M, Zamoi G Vias . i MarunE o S e (2

Rome, baly

Abstract . =
Global spatial and mation processing abilities ween assessed in 18 patients with Noonan syndroma (NS) and in 43 matched controls using form ang  elated citations in PubMed
‘motion coharence testing, respectively. We cbeerved a discrepancy batween the two groups since the study group had lower models of

cogrition
performances than the control group for form coherence while thers was no impaimment on motion coherence. Al the patients wers dlso assessed on 10 Chicron with Wilkam [Dev Newwpsychel. 2003
the Movemert Assessment Battey for Chidren (M-ABC) to evaluato visuomator skils. Thrtoon of the 18 (72%) a0 had global poor peramances  Fom and malion cahersnce processing in
00 the MABC. The results show that childrn with NS have a specific in the global and are Skely  dyspraia wm.dngab[m-nmmm 2002
to have a specific ventral stream deficit as also suggested by the fraquant visuomotor parceptual difficulties. Testing form and motion cohamnce
thvesholds may be a useful diagnostic tocl for this Group of patierts, despit their normal cogritive abilties, mnmummm mﬂ"m"‘w"‘"'u";wwﬁ“"m?“‘mm
and visuomotor perceptual dfficulties can be identified and potertially targeted for & specific rehabilitation program.

[EEEE] From genes 1o brain development to
Copyright © 2011 Wiley-Liss, Inc. phecatypic bahavior: “don [Prog Beain Res. 2011]
PMID: 29910245 [PubMed - ndexed for MEDUNE] [N Normal and anomalous

development of
@ Publication Types, MeSH Terms Wil ot processh | peiciode 303

See reviews..
* .
@ LinkOut - more resources Seeall..
Search details =
Am 1 Med CeneCoural OR “ra] Med Caner €

Semin Med Cenet'lJournal] OR Med Genes 8
IOR M\lmc««

Neuropsychatr Genet ournal
ATuuroulD ANO 2011 pdat] ANO Nie{auther
D ((VisuailTitle] AND processing(Title] AND

566 more.

Recent activity a
TunQf Clear

P Visual processing in Noonan syndrome:
dorsal and vertral stream sensitivity. »use:

Q Am J Med Genet{Jou] AND 2011[pdst)

I ANA AMiadfn dhorl ANA Viein M) 6osis




There are links in the text of syndromes to OMIM and to
related syndromes. The links open in a new web page.

Free text search also possible using top right search
feature. This search will find syndromes and articles with
the search term.
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Search Possum

POSSUM web

Text search

Date search

Creation date

X o Cathie Rose Project
Cathie Rose 00  Approved
Modification date alies Cathie Rose 00  Approved
prachydactyly, skeletal anomalies 9/7/2012  Cathie Rose 0.0  Aoproved
9/7/2012  Cathie Rose 00  Approved
User search 10/15/2012 Cathie Rose 00  Aoproved
= with Sorrone da eIl pmdes 6/21/2012  Cathie Rose Project
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