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<+ New Patient

OWNER

guest1:00000022
Refine by

SHARING

LAST UPDAED
User Guest1 Dec 8, 2016
= Jack Smith (guest1:00000004) User Guest1 & User Gues Dec 2, 2016
[T My patients
[~ A group (Group)
TAG Tim Smith (guest1:00000002) User Guest1 & User Gu

Dec 2, 2016
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[New Patient]Z#4!)w%
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[New Patient JTRZ> & 9') w9 B EDemographics A NBEENRIRSNET , ®HEA
DEFBHREDEBE D=6 Aliasz A L TLIES0Y,

Edit Demographics
Demographics

Alias

Date of Birth Alias IA()FR BEDOEHZRAIDEAN,
o ANLEVBAZELES,
HELBETHMOD I —
) L;;Tw n *f—b‘%ldﬁﬂﬂﬁ*ﬂﬁﬁ#ﬁ
il E1Y D —F—IZIE,
. Other BB LLTETRSND,
Bthnicity Date of Birth {£& %8B ZEWHTRETSHE &L
BHMNAASNS
vital Status Gender WHhIE 4B WhZA, Unknown#, B8R Rk
) Unknow n
°: gz;sed Ethnicity TE Ri&
 Unborn
' Stil Born Vital Status W% B HDIKR Unknown,Alive,Deceased,Un
) Miscarriage born,StiII
R, Born,Miscarriage, Aborted
Bsave [RENT MoER
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Clinical Data e 1 s =
Clinical Records + Add a Clinical Record Phenotype Profile
= Summary

No clinical records added
® Timeline Annotation Sufficiency Y2 v¢ v¢ v¢ 3¢

@ Demographics No phenotypes added

l»~# Growth charts

& Practitioners

& Clinical records

v

Add a Clinical RecordZEiR
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Edit Clinical Record

HEDBEARXT
AALFET

Date
2016-10-11
Clinical record type

Clinical Consultation

Clinical Record

Many of the characteristic facial features that Pfeiffer described in
Pfeiffer syndrome result from the premature fusion of the skull

bones. The head is unable to grow normally, which leads to eyes
that appear to bulge (prop tosis) and are wide-set (hypertelorism)
an underdeveloped upper jaw, and a beaked nose. About 50
percent of children with Pfeiffer syndrome have hearing loss (see
hearing loss with craniofacial syndromes), and dental problems are
also common. Broad thumbs and toes are extra-cranial features of
this syndrome

carious teeth

W Include clinical record in the phenotype profile

HPOR T {F1FT%E4TS
BEIXFvILE |

.g—

Cancel

ABE. saver o) v

IRUD

EDTFALTITTARNTBHE.
I <CIZHPOD 7 /T—ar HiGtA
NnFEI,

Preview ANNOJETED v

Many of the gnharacteristic facial features that Pfeiffer described in
Pfeiffer syndrome result from the premature fusion of the skull bones
The head is unable to grow normally, which leads to eyes that appear to
bulge (prop tosis) and are wide-set (hypertelorism), an underdeveloped
upper jaw, and a beaked nose. About 50 percent of children with Pfeiffer
syndrome have hearing loss (see hearing loss with craniofacial
syndromes), and dental problems are also common. Broad thumbs and
toes are extra-cranial features of this syndrome

carious teeth

© PA will automatically detect when you mention any
phenotypic abnormality from HPO.

When you write, use [} to separate HPO terms

You can write & in front of terms to negate them e.g. no

fever

Cool feature: Type to search for HPO terms
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Mental retardation,
posterior nasal
obstruction, cleft lip and
cleft palate, external ear
abnormality, acoustic
deafness, right facial
paralysis, choroid

Optic nerve coloboma,
small penis,
cryptorchidism

OH

i
EE

Phenotype Profile

Abnormality of head or neck

Cleft upper lip | Nasal obstruction | Cleft palate | Facial paralysis
Optic nerve coloboma

Abnormality of the ear

Abnormality of the outer ear | Hearing impairment

Abnormality of the nervous system

Intellectual disability | Facial paralysis

Abnormality of the musculature

Abnormality of the genitourinary system

Cryptorchidism

Abnormality of the eye

HP:0000204 Cleft upper lip

HP:0000356 Abnormality of the outer ear
HP:0001742 Nasal obstruction
HP:0001249 Intellectual disability
HP:0000175 Cleft palate

HP:0007209 Facial paralysis

HP:0000054 Micropenis

HP:0000365 Hearing impairment
HP:0000588 Optic nerve coloboma
HP:0000028 Cryptorchidism
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_' Jack Smith

& User Guest1 / Shared with £ Use

Clinical Data e = e .
Clinical Records + Add a Clinical Rec - Phenotype Profile
-

= ummary Annotation Sufficiency s ¥ s ¥ ¥2
@ Timeline ~ N Annotation Sufficiency # ¥ % % %

Oct 11, 2016 a month ago # Edit [ Delete
@ Demographics Many of the characteristic facial features that Pfeiffer described in Pfeiffer syndrome result from Abnormality of head or neck

the premature fusion of the skull bones. The head is unable to grow normally, which leads to eyes
¢ Growth charts that appear to bulge (prop tosis) and are wide-set (hypertelorism), an underdeveloped upper jaw.

and a beaked nose. About 50 percent of children with Pfeiffer syndrome have hearing loss (see
& Practitioners hearing loss with craniofacial syndromes), and dental problems are also common. Broad thumbs

and toes are extra-cranial features of this syndrome

Clinical 4 carious teeth Abnormality of limbs
& Clinical records
@ Diagnoses
Abnormality of the ear
B Imaging Annotation Sufficiency e s v % s
- Abnormality of the eye

A Tests Oct 8, 2016 a month ago # Edit i Delete

No disproportionate dwarfism
- . . Abnor ty of the nervo ystel
= Genomic features Shortening of the proximal limbs (called rhizomelic shortening). Abnormality. of the nervous system

:

Short fingers and toes with trident hands
Q@ Attachments Large head with prominent forehead frontal bossing Abnormality of the respiratory system

Small midface with a flattened nasal bridge

Spinal kyphosis (convex curvature) or lordosis (concave curvature)

Varus (bowleg) or valgus (knock knee) deformities Abnormality of 7”5“5‘5‘75‘ 5""’»5”‘ :
Frequently have ear infections (due to Eustachian tube blockageg). sleep apnea (which can be L L ol

central or obstructive), and hydrocephalus. Sroad Siumu Uity serordosts [ Wacocephialy
Trident hand | Kyphosis | Frontal bossing
Short finger | Rhizomelia | Short toe

Growth abnormality

/
AHALEFRRIZRL T, HPODA—L (FBE DR AE
) DEEDFTENFET,
AHTATRERBFEIIFBETEIAEINFET,
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Phenotype Profile

Annotation Sufficiency W W W W

»

Abnormality of blood and blood-
forming tissues

Abnormaslity of leukocytes

Impaired arachidonic scid-induced platel...

—

Abnormality of limbs
Bullet-s haped distal phalanx of the hallux
Duplication of phalanx of hallux

Abnormality of prenatal

Phenoprint

HPOD EEZRT FIHE ( Phenotypic
abnormality ) 23Dy TLAN)LAFAD—([2H
FHIN=T/T—2a VRN BDESTHMNSE
DIZRRINZFET,

RIRRN—%F HIET. EDKIGA—LTT/
T—avEntf=hmERREINET,

development or birth

Amniotic constriction ring

Abnormality of the endocrine
system
Abnormality of the eye

Large central vis ual field defect
Abnormality of the immune system

Abnormaslity of leukocytes

Annotation Sufficiency
A—LDEFFFIRADEINZTE, 2 ) MNIBEZFET,
;ﬁﬁﬁﬁﬂhfﬁﬁéh’cuéh\w?E*Ett; K3

Abnormality of the integument
Abnormal hair whorl
Abnormality of the nervous system

Abnormality of the respiratory

HPOD YT LANILDA L RO —THPOA— LA S
HINET

system
Laryngesl cyst

Abnormality of the skeletal system
Bullet-s haped distal phalanx of the hallux
Skeletal dysplasis

Duplication of phalanx of hallux

13




Clinical Summaries(REE)DAH 5 )1% IRUD
Phenotype Matrix|Z2DULVT

HPO MPhenotypic abnormality (HP:0000118) D F{#t=
(Subclass) [Z 3t i

Abnormality of connective tissue
Abnormality of the voice
Abnormality of the nervous system
Abnormality of the breast
Abnormality of the eye

Abnormality of prenatal development or birth
Neoplasm

Abnormality of the endocrine system
Abnormality of head or neck
Abnormality of the immune system
Growth abnormality

spe . Abnormality of limbs
/g Kb [ — A

%ﬁig Ao) )\ j] ?5\“» (==} 1?'&' T N 7/ 13. Abnormality of the thoracic cavity

F—avsnf-H73a)—mean 5%3'6 14. AEnorma:ity o: brI\OOd and Iblood-forming tissues
15. Abnormality of the musculature

iﬁé;h'i? ° 16. Abnormality of the cardiovascular system
17. Abnormality of the abdomen
18. Abnormality of the skeletal system
19. Abnormality of the respiratory system
20. Abnormality of the ear
21. Abnormality of metabolism/homeostasis

22. Abnormality of the genitourinary system
23. Abnormality of the integument

Phenotype Matrix Tl&. 23MDHPOD
Phenotypic abnormalityM ST 95X DA —
LIZETAB AR IELTLVET,

LWooNOUAEWNRE

N =
N = o
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Clinical Summaries(RIFE)DA N 6 5»!"(17 IRUD
FETHPOZBERT S (F—T—FRK) R

HPOZFE TEHZEZ TV -WEEIE. TF AT 7 TClI@1FANTHE HPOD ZI—LEF—
J—R45, HPODWV!) — M o#& R L T, B9 HEMTEET,
BRFEIA—LITBZXFLUEANTSRE AALEXFISHELTA—LAY O ANENET,

Browse HPO Tree

Search HPO

Search for Phenotypic Abnormality

fewremys from HPO and add them to the clinical summary

short stature

CIIiCK |v | or |x to add the term as ‘present’ or "absent

Short stature

Also called: Stature below 3rd pegeeflile; S

less than 3rd percentile; JJa#feased body height

-] n Mild short stature
Also called: short stature, mild

EHMNSI—LEERLET,
PresentDiF& (LI ]
AbsentDIFE XX

FERLET,

ERENTIHZEIEN— 12FIRLET,

Severe short stature
Also called: Proportionate dwarfism; Dwarfism; Short stature

Moderately short stature
Also called: Moderate short stature

Mesomelic short stature
c dwarfism; Short stature, mesomelic; Short
short limb

Also called: |

stature, disproportionate mesomelic; Dwarfism

[OpeninTreel )2 Ih s, W) —FRIKIZ
PIYEZ T, A3 D2—LZEER
95HIEHTEET,

€ PA will automatically detect when you mention any
phenotypic abnormality from HPO.

When you write, use a to separate HPO terms

You can write g in front of terms to negate them e.g. no
fever

Cool feature: Type @ to search for HPO terms

15



Clinical Summaries (RIFEE)D AN 7

FEITHPOZFZ T H(HPO TreehHIEFR)

Search HPO Browse HPO Tree
You can select phenotypic features from HPO and add themto the clinical summary
© Click |« or x|to add the temm as 'present’ or 'absent'

Show Full Tree

v -

v % Growth abnormality

v % Abnormality of body height

v % Growth delay
= |« % Intrauterine growth retardation
= + % Postnatal growth retardation
= | v % Delayed puberty
=  + % Short stature
- % Pitutary dwarfisn
- v

% Disproportionate short stature

- v x Proportionate short stature

¢ ON R,
8 e
N FL 7,
3 jy ) ; I R D
3 XA & l ’
%, o0 &
“a q3s0

[Browse HPO Treel]'J>2 M5,

Y —RIRIZYYREZ T, HPODF U+

OC—@BENLI— LT REIRTEEY,

BRI —LZTEIRLET,
ROTAITDIHZEIEL]
2HT14TDIHEIXIX]

ZERLET,
F—I—FREMVI)—RTRICUYE
AGE ZREI—LUTOERNA
LU TRREINFT,
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KIFA (GER) DEEEZEZT HIHES.
[ZlnolZE AALET,
Present: k. Absent: 7 TR RaNFET,

Clinical ReC/ Prevew ANNOTTED v

no short stature no short stature
webbed toes webbed toes

© PA will automatically detect when you mention any phenotypic
abnormality from HPO.

When you wiite, use [ to separate HPO terms
You can wrte m in front of terms to negate them e.g. no fever

¥ Include clinical record in the phenotype profile Cool feature: Type [ to search for HPO terms

ARAFEICOVTIE, COWMDERESETSELZE,
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R
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BEEREORBFEREO)AMFALT., FyI)ARDESIZHPOFZERT H_EMTE,
FURBRLGRBEBANETTHENTEET, CCTEMLI=FREZ (LClinical RecordslZ

BMENFET,

Analytics Prescriptive phenotyping

Jackson-Weiss syndrome

Prescriptive phenotyping

==

Prescriptive
Phenotyping 1EIR

Abnormality of the skeletal system

Abnormality of limbs

Abnormality of head or neck

Abnormality of the eye

WAL EIZYIYE R

—

A TUIL—MITRRERERE

ERL=EEDHPOR—L) R F

IAbnormality of the ske?{ (%B{ﬁ}l::m )
Traits related to disorder v Present

Toe syndactyly Present Absent

Turricephaly Present Absent

[Present]

[ Absent ] CHE
NOE=F:: 3
/N

Broad metatarsal Present Absent

Abnormality of the fibula Present Absent
2-3 toe syndactyly Present Absent
Broad hallux phalanx Present Absent
Short metatarsal Present Absent

Spiit foot Present Absent

Mandibular prognathia

Present Absent
Symphalangism affecting the phalanges of the hand Present Absent

Hypoplasia of the maxilla Present Absent

]
8
]
-]
]
]
g

Preaxial foot polydactyly

Present Absent

Traits in patient:

Craniosynostosis | Broad hallux | Syndactyly | Short haliux ]

—

READLTHAHEFDHPOR— L
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KITIW—TDAN—ZGENHYET , [RBIEL TPhenotype (HPO) F £t
B9 5LIERELET,

PPN / [Request Access MBS IL—TS
ENES = 4=
MOSMARIKELTITLET,
Details + Request Acce
Name IRUDZAE
Description IRUD £1F
Visibility Public
Group Admin AMED £t/
2. ;iR 1 / 3. [+Share1z&91)v% 6. #\:;ﬁﬁi’\o_“j-ﬁ%m:
# 5[ Patient Data | HVi5
Phenotype 172 1R. RTF
F—— T Shyéati 4. TShare with Group | Patient Data
Choose w hic h properties of the patient you wish to share
@ Share with Group Share w ith User ( Phenotype
Select a group Required »
Genes
IRUD £4& -

/ Diseases

5. IRUDZ A% EIR

(RUDEABL YD RIS 7. FEBIDSummary B EIZR TSNS
i) A 5ER) HPOIZKAREMNEFEINET
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AR BRSNS ORHT L S—ISHL TERERALET,

Share w ith Group @ Shan
Select a user Required

IRUD-fFHfrtz 51— EBFEA

Clinical

*] ¢
a
c @
L]
m

1. 'Share with a user ] Z#3ER

2. HYDFEMEEA—D 21— —%FER
151 -
H—%E iR

IRUDEA A ARMBSTIRUD it 22— BIEK) 1o—

Data
hat clinical data you w ant to share, and any additional abilities to give the them
Update Create Delete

Demographics v v
By sharing demographics you consent to share the patient's sensitive information, such as names
Grow th charts v v
By sharing grow th charis you consent to share the patient's date of birth and gende
Practitioners

Clinical records

Tests

Genomic features

Attachments

Automatic ally shares patient phenotype

Diagnoses
Automatic ally shares patient diseases
Imaging

Automatic ally shares patient phenotype

Automatic ally shares patient genes

3. [Share AllJEDY YT, TRTHDT—E2EV 21—l
[2DULNT, B, 1Bk, BIRRDIERZXF LD —
-Us_‘:17.|-5'o

v v
v v
v v

v

1. ISave |Z&IR
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IxfEEFRDAN (BTt 2—) 1

Clinical Data

= Summary

Timeline

@ Demographics

& Practitioners

[3 Clinical records

@y Diagnoses

[ Imaging

A Tests

= Genomic features

Q@ Attachments

HREEDIGE
“Add a Genomic Features”Z 2R

Genomic Features
Gene I= HGVS Zygosity

FGFR1 HETEROZYGOUS

Showing 1 to 1 of 1 entries

\

{

=+ Add a Genomic

SO0
25 IRUD
BO00E

e x Pelete all Genomic Features

Inheritance Pattern

UNKNOWN

Pathogenicity

PATHOGENIC

BT ADHEDSE:
—BExD)vY

Publications / Notes

Publications

i
Notes n

Previous n Next
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New Genomic Feature

BETREAS

Gene

CHD7

Genomic Feature

Hgvs G v HgvsC
Create new generic g enomic Feature
=009
$¢IRUD Exchange TTldGenomic
Feature (REME) (FANTEFEA
|
Cancel

Create a genomic feature for "CHD7"

l Create l ancel

CreateZ7')vD1%&.
Next Z=27')v9

23



B#HEEFEDOAN @FtLE—) 3 23 IRUD

New Genomic Feature

Step 1. Select Genomic Feature Step 2. Add Patient Details

Zygosity Linked disorders

[UNKNOWN -

Inheritance pattern

UNKNOWN - .

! Zygosity Z# A 71

Selected genomic feature

Gene Inheritance patternZz A 71

g

Save Cancel

AH1#&. Save
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BEDERRMETHIEMNTEET,

‘@lRUD Archive .22: [UPATIENTS % GROUPS & TARO IRUD ~
sample001
& Taro IRUD / Shared with £

=+ Create Discussior - 2
Discussions Create a Discussion
Discussion
Selectw hich users you w ant to be part of this disc ussion
If youw ant to create a dic ussion w ith other people, you can share this patient w ith more " 1y Delete D
- {
Find a person or group by name &
Write a post
Users
& Sadahiro Kumagai
Taro IRUD 017 596 PM
please give us your comment + Delete

> Taro IRUD
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Patient Data

Choose w hic h properties of the patient you wish to share

«
« -

Diseases
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Analytics - BEfFEREDRITB EDTYFUT 1 @ IRUD

Analytics

Search and add to list (Maximum three entries)
Explore disorders

Explore patients
@ Top 3 similar

FEDERELR. F1=1ETop3DRITE M
FELlT DEBERRLET

Explore genes

Prescriptive phenotyping

Abnormality of head or neck

BOB (skumagai:00000001) OTOPALATODIGITAL OPITZ-KAVEGGIA SYNDROME PETERS-PLUS SYNDROME

SYNDROME, TYPE Il (OMIM) (OMIM) (OMIM)

(. = 0
Cleft palate Cleft palate Microcephaly
Downslanted palpebral fissures Downslanted palpebral fissures Wide anterior fontanel
Craniofacial hyperostosis Abnormality of the nasopharynx Macrocephaly Micrognathia
Abnormality of the nose Cleft upper lip Prominent nose Webbed neck Long philtrum
Encephalocele Wide anterior fontanel Frontal bossing
Wide anterior fontanel Thick lower lip vermilion Exaggerated cupid’s bow
Prominent supraorbital ridges Choanal atresia Wide mouth Short nose Thin vermilion border
Reduced number of teeth Short neck  Micrognathia Broad neck Cleft palate

28



Analytics - BEFRBDORFE LD YFUT 2 ’@,\7 IRUD

Explore Disorders

Search and add to list (Maximum Mhree entries
ITOPALATODIGITAL SYNDROME, TYPE il (OMIM) PITZ-KAVEGGIA SYNDROME (O PETERS-PLUS SYNDROME (OMIM,
ol
Similarity

Tension

. %
327 L TR
2L 3 B!
§z" >%
i 8
|
3

$BILLEE (Similarity: %)

— I A FERTREINET,
1E@EI3DDEREBELEBETEFET .

[Next 3 similar] 291w HERIZELT HEEN
TREINFET,

PRELZ D ZENDIA diagnosis1Z9V)vo 3 B E
[Suggestion &L TDiagnosis (2 M) IZBIMENZET .

Abnormality of head or neck

BOB (skumagai:00000001)

Hypertelorism
Prominent forehead

KD TERIZ, BRBIIZE D KS57%HPO
B— L= LMD RREINFET,
HFEDHPOA—LIFT7o—<yF (L
MEFIFITHBEZELT—E))THS
—&FRLET,

SYNDROME, TYPE Il (OMIM) (OMIM) (OMIM)
Abnormality of the fonta ... (94.74%)
Hypertelorism [ Hypertelorism J
Cleft palate Cleft palate Microcephaly

Downslanted palpebral fissures
Craniofacial hyperostosis
Abnormality of the nose
Encephalocele

Wide anterior fontanel
Prominent supraorbital ridges

Reduced number of teeth

Downslanted palpebral fissures
Abnormality of the nasopharynx
Cleft upper lip Prominent nose
Wide anterior fontanel

Thick lower lip vermilion
Choanal atresia Wide mouth

Short neck Micrognathia

Wide anterior fontanel
Macrocephaly Micrognathia
Webbed neck Long philtrum
Frontal bossing

Exaggerated cupid's bow

Short nose Thin vermilion border

Broad neck Cleft palate
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Explore Patients

e e T FAUEEDRRERRIZ. B EEKLI-E
— {5l X5IRUD Exchange N Tt A —H—&HEHFL
JEBIEDRITFUTETICENTEET,
B 1EIZ3DDEFEDTIVF T ERRTHE
= MTEEY,

HBROSEAEI. BFEEORITERED

IVvFUT ERIRTY,
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