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[ My patients

[~ A group (Group)
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guest1:00000022

Jack Smith (guest1:00000004)

Tim Smith (guest1:00000002)
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User Guest1 [ New | Dec 8, 2016
User Guest1 [ New | & User Guest?2 Dec 2, 2016
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[New Patient J/RAZH") w493 BEDemographics AABEENRIRENET , JIEA
DEZFFBHREDEEDT=O. Aliasx AL TS,

Edit Demographics

Demographics

Alias

Date of Birth Alias ITA)FR EBEOHESRANIDEZAN,
ANLBNBEGBELES.
HEBFLEBETHRD—
" Fome L1 D I—F—IZI%,
e ESLLTETEN,
Ethnicity Date of Birth {£& AFEAB ZEWTRETLHE EiLE:
o BAAAEAS
vital Status Gender WA 51 W78, Unknown#,BIR el gk
Unknow n
> ieeased Ethnicity FE Rk
Unborn
Stil Bon Vital Status W%8 B EH DIRR Unknown,Alive,Deceased,Un
) Miscarriage born,Still
Aborted Born,Miscarriage, Aborted
Ccancel MioER
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Clinical Data
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B Clinical records

Clinical Records

Summary
. No clinical records added

Timeline

Demographics

Growth charts

Practitioners

v

Add a Clinical Record%iZiR

Phenotype Profile

Annotation Sufficiency % v v¢ ¢ ¢
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Edit Clinical Record E@;#Zl\lu-?—cskj].g—ét

o I IZHPOD 7 /T—av b FitA
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Clinical record type

UE 0) g % K 't\: Clinical Consultation j
A jj L/i.d- Clinical Record J—

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

carious teeth

© PA will automatically detect when you mention any

F Include clinical record in the phenotype profile phenotypic abnormality from HPO.

When you write, use . to separate HPO terms

N S~ )
H Pog 7 1# (T 5 'f-_rj You can write [gl in front of terms to negate them e.g. no

fever.

B A ? N 4
iﬁ A 'j: I‘J L/ Cool feature: Type @ to search for HPO terms

BEEVEE  Cancel

AN, SaveZx9) vy
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Phenotype Profile
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Mental retardation,
posterior nasal
obstruction, cleft lip and
cleft palate, external ear
abnormality, acoustic
deafness, right facial

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

paralysis, choroid

Abnormality of the nervous system

Optic nerve coloboma,
small penis,

L. Abnormality of the musculature
cryptorchidism

Abnormality of the genitourinary system

[ Micropenis [ Cryptorchidism

BEPYAE%GoogleBISR CIHEE: | ELTHEE LR

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

11
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TR AANRDEE

= Jack Smith

& User Guest1

Clinical Data

Growth charts

/ Shared with & User

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

Small midface with a flattened nasal bridge

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

Varus (bowleg) or valgus (knock knee) deformities.

Frequently have ear infections (due to Eustachian tube blockageg). sleep apnea (which can be
central or obstructive), and hydrocephalus.

) HEED

AHALFE-FTRIZXLT, HPODA—L (GRDEATE
TonET,
FHTATERB{BEIIFE TR EhET,

Clinical Records + Add a Clinical Record - Phenotype Profile
-
= Summa - . A
ry Annotation Sufficiency s % ¥ s 77
@ Timeline Annotation Sufficiency
Oct 11, 2016 a month ago # Edit @y Delete Y kK kk
@ Demographics Many of the characteristic facial features that Pfeiffer described in Pfeiffer syndrome result from Abnormality of head or neck

& Practitioners ) ’
and toes are extra-cranial features of this syndrome.
Clinical 4 carious teeth Abnormality of limbs
@ Clinical recoras
Q@ Diagnoses
Abnormality of the ear
Clinical Consultation Annotation Sufficiency ¥ v v ¥ W% Hearing impairment
& Imaging
Abnorma\lt\, of the eye
A Tests Oct 8, 2016 a month ago # Edit i Delete
No disproportionate dwarfism o .
= Genomic features Shortening of the proximal limbs (called rhizomelic shortening). Abnormality of the nervous system
o
Short fingers and toes with trident hands.
Q Attachments Large head with prominent forehead frontal bossing Abnormality of the respiratory system

Sleep apnea

Abnormality of the skeletal system

Growth abnormality

No Severe short stature

12
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Clinical Summaries DEEARIND R A

Phenotype Profile

£0Q5
25 IRUD

Annotation Sufficiency Y Y Y W

»

Abnormality of blood and blood-

fOITﬂIHQ tissues
Abnormality of leukocytes

Impaired arachidonic acid-induced platel...

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

Duplication of phalanx of hallux

Abnormality of prenatal

Phenoprint

HPOD B EZRI FKIZE ( Phenotypic
abnormality ) 23Dy TLA)LAFOD—([25
N7 /T—2a Vi RiEDBDESTHMND L
DIIRTRENFET,

Y IDARIN—FFHET, EDEKIGA—LTT/
T—larvanf-rrRrsnEzd,

development or birth
Amniotic constriction ring

Abnormality of the endocrine

system
Prolactin excess

Abnormality of the eye
Large central vis ual field defect

Abnormality of the immune system
Abnormality of leukocytes

Annotation Sufficiency
A—LDEFFIRTADEINZTE, 2 )MNBEZFET,
THLGRBENER SN TOEOIODIEELLGYFE
ER

Abnormality of the integument

Abnormal hair whorl
Abnormality of the nervous system

Prolactin excess

Abnormality of the respiratory

HPOD MY TLANILDFA L A —THPOR—LH
FHINFET

system
Laryngeal cyst

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

Skeletal dysplasia

Duplication of phalanx of hallux
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Phenotype Matrix[Z DLV T

Shenotvbe Profi HPO D Phenotypic abnormality (HP:0000118) M Tl
enotype Frofile (Subclass) [ 2% Jits

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

Phenotype Matrix Tl&. 23MDHPOD
Phenotypic abnormalityd YT 95X DA —
— $ L . Abnormality of head or neck
‘L‘“%VZ E b\ﬁmbfl"\i-d_o 10. Abnormality of the immune system
11. Growth abnormality
S 12. Abnormality of limbs
1 - Kb [— A
i\:zfﬁi’)'l A@]\jh&k = bﬁfs 7/ 13. Abnormality of the thoracic cavity
T—avant-A7T3)—HAEDEST 14. Abnormality of blood and blood-forming tissues
15. Abnormality of the musculature
iﬁéhid— o 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

©ONDUAWN R
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HPOZFH TEEFEZT ULV -LWEEIE. TFATY7Tl@1Z AT HE HPODS— LT T —
J)—RA5, HPODWY!) —h & EL T, Bk 5EMTEET,
BREIA—LIBBXFULEAATSE AALEXFICHIGLTEI—LRN GO ANENET,

E#ENLRA—LEERLET,
PresentDIFH (LI ]
AbsentDIG & (LIX]

FERLET,

EBIRZENITIHEEIE— 12FBIRLET,

[OpeninTree] M5, V) —FRKIZ
PYBZ T, B30 —L%EEIR
THELTEFT,

Search HPO Browse HPO Tree

Search for Phenotypic Abnormality

femrers from HPO and add them to the clinical summary

short stature

\

O CIICK v | 0f | x| to add the term as ‘present’ or "absent
- é x | Short stature
Also called: Stature below 3rd pg e; Small stature; Height

less than 3rd percentile

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

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

efeased body height

Moderately short stature
Also called: Moderate short stature

Mesomelic short stature
Also called: Mesomelic dwarfism; Short stature, mesomelic; Short
stature, disproportionate mesomelic; Dwarfism, short limb

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

mesomelic

When you write, use [ to separate HPO terms
Terms to be added -
You can write [ in front of terms to negate them e.g. no

fever

Cool feature: Type [@ to search for HPO terms

m Cancel
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FEITHPOZE % T 5 (HPO Treeh biEER)

Eok

£% IRUD

(70 o“

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

Show Full Tree
v =  « % Growth abnormality
> = | v % Abnormality of body height
v = | v % Growthdelay
> =  « % Intrauterine growth retardation
> - v % Postnatal growth retardation
> = | v x Delayed puberty
v = | v % Short stature
= | v % Pitutary dwarfisn
> - v % Disproportionate short stature

> - v % Proportionate short stature

[Browse HPO Tree]'J2 M5,

Y —RIRIZYYBEZ T, HPOD A+

O —#EENDA—LEBIRTEET,

BN A—LEFERLET,

ROTATDEEIFITL]

FHT4TDHZEIELX]

#ERLET,

#—U—P#ﬁ?b\l‘o“}') RRICUIVE

Z-GE . ZY 4 —LUTOEEINA
LD TRRSINET,
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s, o

/0 350"

KA (ER) DEEZERT HES.
[ZTnolZE AALET,
Present: k. Absent:7f TERIRENZET,

aup

%5

Clinical Rec/

SH & DA
za = DAY
Prevew auncmren »

no short stature

no short stature,

webbed toes

¥ Include clinical record in the phenotype profile

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 ﬁ in front of terms to negate them e.g. no fever

Cool feature: Type ] to search for HPO terms

ARAFEIZOVTIE, COWMDEZESETSEZE,
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Prescriptive Phenotyping @ IRUD

£y
7a q3s0%

MAFEEDRBRBDYANEFALT, FvIUARRDELSIZHPOEE R T HEMNTE,
FURBLORIFBEANZTSHENTEELT, CCTEMLI=FIZE [LClinical Records(Z
BINENFET,

Analytics Prescriptive phenotyping

Explore disorders —————— 7__:/70l/_ F':j—éﬁ%% é*ﬁ%

Jackson-Weiss syndrome

Explore patients

Explore genes

BIRLI-EEDHPOA— LY X
Abnormality of the skeletal system

Prescriptive phenotyping
=
Abnormality of the skeletal ( I:IIHLL }::}” )
Abnormality of imbs Traits related to disorder, v PresentAll @Abse

Prescriptive
Toe syndactyly

Present Absent

Phenotyping 1#ER ponomalty of head of neck -

Abnormality of the eye

m 2-3 toe syndactyly Present Absent
Broad hallux phalanx Present Absent
Short metatarsal Present Absent

Split foot Present Absent

[Present

[ Absent | CJE
EYNOE=E:: T3t
/N

Present Absent

Present Absent

Present Absent

Broad metatarsal

Abnormality of the fibula

Rvd —_— — t L - Mandibular prognathia
. resent Absent
Symphalangism affecting the phalanges of the hand Present Absent
Hypoplasia of the maxilla Present Absent
-

FIBSENt ADSENt

Preaxial foot polydactyly Present Absent

Traits in patient:

Broad hallux | Syndactyly | Short hallux

//
WAEANLTHHEH DHPOR— L
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KITILN—T DA IN—IZIEBHENRHYET, [RAIEL TPhenotype (HPO) 3
BIHELIEHELET,

Dt / [Request Access IMNBT IL—TS
MOSMAZRKBEZITVET
Details + Request Access
Name IRUDEAF
Description IRUD 2%
Visibility Public
Group Admin AMED %
. 1 r N 6. HHHZER—ITHEBIC
2. % / 3. [+SharelZz21)wy
ZER Al Patient Datalh o
[Phenotype | ZEIR ., IR TF
Sharing +share 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 »
IRUD &K -
/ Diseases
5. IRUDZ{A%EIR
(IRUDEA ALY DT RRE 7. FEHIDSummaryBIEIZR RSN
nf= ) AEM5ER) HPOIZKORIMB N HBINFET
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AR RSN B S OB £ AL TERERELET,

Share w ith Group

@ Sharew ith U

Select a user Required

1. I'Share with a user | & &R

2. BHO@BTtEUA—D 11— —%8R
f5l: IRUDEAFASYRMMSTIRUD T2 4— B K) J1—
H—%ER

IRUD-REHf 25— EBIEX -
Clinical Data share Allkciea
Choose w hat clinical data you w ant to share, and any additional abiltties to give the them

Module Enable All Disable A Update Create Delete

Demographics

By sharing demographics you consent to share the patient's sensitive information, such as names or addresses!

Grow th charts

By sharing grow th charts you consent to share the patient's date of birth and gender.

Practitioners
Clinical records
Automatic ally shares patient phenotype

Diagnoses
Automatic ally shares patient diseases

Imaging
Automatic ally shares patient phenotype

Tests
Genomic features
Automatic ally shares patient genes

Attachments

3. lShare AllJZED)w D, T RTHDT—FED21—I)L

[SDULT, B#, ER. HIFRDEREEF RO —
-HS_':1T.|-5'0

2 v
2 v
2 v

1. ISave |Z&EIR v
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Clinical Data

Summary

® Timeline

@ Demographics

& Practitioners

[B Clinical records

Qs Diagnoses

& Imaging

A Tests

= Genomic features

Attachments

HREZDIGE
“Add a Genomic Features” % &iIR

Genomic Features
Gene I= HGVS Zygosity

FGFR1 HETEROZYGOUS

Showing 1 to 1 of 1 entries

\

Inheritance Pattern

UNKNOWN

‘7»

s - INg,

&3
((/V

4+ Add a Genom

c Feature x

Pathogenicity

PATHOGENIC

—%%7') v

BHRT ADHmEDES:

Np%

Y |RUD

R q;go“

)elete all Genomic Features

Publications / Notes

Notes

Previous n Next

Publications u
L0
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New Genomic Feature

- slect Ge cature Step 2. Add Patient Details E{E ? % % A jj
Gene /

CHD7 -

Genomic Feature

Hgvs G v HgvsC v Hgvs P v
= . .
Create new generic g enomic Feature
=)0

$¢IRUD Exchange Tl&Genomic
Feature (EEME) FANTETEEA

Cancel

Create a genomic feature for "CHD7"

Createzx 1) w714,
Next Z71)v9
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New Genomic Feature

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

Zygosity Linked disorders
[UNKNOWN [—

Inheritance pattern

[ONKNOWN E Zygosity & A 71

Selected genomic feature

Gene Inheritance pattern’é]\jj

Back Save Cancel

AHt&. Save
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BEDNDERRMET HIENTEET,

g
‘@ IRUD Archive v22: | #PATIENTS | % GROUPS & TARO IRUD ~

sample001

& Taro IRUD / Shared with &

+ Create Discussion n n
Discussions ’ ' Create a Discussion
Discussion
Selectw hich users youw antto be paﬁ, of this disc ussion
. This th
If youw antto create a dicussion w ith other pE‘Op[E‘ youcans hare this patient w ith more ' i
& sz
&

Find a person or group by name

Write a post
Users

& Sadahiro Kumagai

Taro IRUD 2/20M7 526 PM

please give us your comment

> 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

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

Explore patients

@, Top 3 similar

FEDERESR. F-ETop3DRIFE M
LT HEEERRLET

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)
Cleft palate Cleft palate Microcephaly

Downslanted palpebral fissures
Cranio facial hyperostosis
Abnormality of the nose
Encephalocele

Wide anterior fontanel
Prominent supracrbital 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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Analytics - AR EDRFEEDIYF LT 2

£ 0Q.%
29 IRUD

Explore Disorders

Search and add to list (Maximum

OTOPALATODIGITAL SYNDROME, TYPE

FITZ-KAVEGGIA SYNDROME (OMM, PETERS-PLUS

SYNOROME (OMIM;

Q Q

Similarity

$BILLEE (Similarity: %)

— I AR FERTREINET,
IEEISBODHRERBELETEFRT,

[Next 3 similar] 29y 9 5ERIZEELT HFEEM
RRSNFT,

HEZDEDIAID diagnosis 129" vI 3 5E
[Suggestion]& L TDiagnosis (E2H) ICBIIESNET,

Abnormality of head or neck

BOB (skumagai:00000001)

Hypertelorism
Prominent forehead

LATODV
. 72
5 4 i
&£ g i
¥ 5
€ a3
®
Tension:
—

KD TEIZ. EARBIZE D ELS%HPO
B— LR —BLEIDRFRSNET,
HFEFEDHPOA—LIFT7o—<vF( £
MEFIFITEBESELT—H)) THS
—&FRLET,

PALATODIGITAL OPITZ-KAVEGGIA SYNDROME PETERS-PLUS SYNDROME

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

Downslanted palpebral fissures
Cranio facial 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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