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Table 1

External Abnormalities

Version 4 (September 30, 2020)

Region / Synonym or Non-preferred Ver. 1 JTS
Organ/ Observation yhony P Definition Note Code Classification
Related Term Term
Structure No. Q*
General Subcutaneous Generalized Anasarca An accumulation of interstitial 10001 Malformation
L5 edema gy DL fE fluid in subcutaneous or
B T R connective tissue Non-structural
B RS AHLEIC 35 1) B RS o
e D BT
Localized Localized JTS Comment: Localized 10005 Not
JRPTE accumulation subcutaneous edema observed around applicable
of fluid the jaw and axillary area may be ©)
AR D F Tt included in generalized edema.
DRTIE TGRS B AL DRI T 2P
DEFMEICEFD D,  (TSEFL)
Conjoined twins Omphalosite Monozygotic twins with Site and extent of fusion | 10002 Malformation
TR WEFHEFA R variable incomplete separation  should be described
R I into two during cleavage or A DOENLIS & OV
early stages of embryogenesis | %z 305k4 3
PNEI & 2 WEIRFE AR D B
R Fl 2 DFRFE TARSER
(2202 D v T — R AR
ISl
Fetus or Discolored Skin discolored Generalized or See also “General-Fetus or New Not
pup/neonate NS Void -y localized pup/neonate Pale” and “General-Skin applicable
felR, AR, region of Discolored” (G)
BrER abnormal Mg —feE, HARBAROE
color (other [ RO TR — R OER) &
than pale) B
e L CANE JTS Comment: Difficult to be
JE TR D B distinguished from changes by artifact.
(A F LA T—T 4777 MLEDERED
) RABD SR (JTSIER)
Large Relative to normal New Not
KAL) 5 & bk applicable
JTS Comment: Recommended to be ©)

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Page 1

evaluated by the fetal body weight
REIC & DRI A4 (TSIBRD)
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Table1l External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/ Observation
Structure
General Fetus or Pale
&5 pup/neonate B
G, AR
BER
Small
/NEI(1R)
Subcutaneous
hemorrhage
BT H
Skin Absent
R & VEi-!
Discolored
A
Lesion
VZEA
Tag
NpELY]

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Related Term

‘ Synonym or /Non-preferred

Runt
FZUN

Petechia, Purpura,
Ecchymosis,
Hematoma
ORI, SRBE. BE
PR, o

Cutis aplasia

P2 i T K
Adermia

SEJE KA

Cutis lesion
R g IR A

/ Ver. 1
Definition Note Code
Term
No.
Generalized See also “General-Fetus or New
absence of color pup/neonate Discolored”
when compared to Ml —Jiel, HAERARO
anormal specimen | Z5fa | & &R
IEH B & b L JTS Comment: Difficult to be
e a DDA distinguished from changes by
B R AN artifact.
T—=T 4777 MZEoaElE
O RGO DK JTSIERD)
Relative to normal New
1B & g
JTS Comment: Recommended to be
evaluated by the fetal body weight
REIC K Db 2 HEDE (TSIERD)
An accumulation of JTS Comment: Should 10004
extravasated blood beneath the | not be confused with
skin changes by artifacts.
B FIZ I 2 1t o i1 T—T4 777 MIH
15, (TSR
Localized region of no skin JTS comment: 10003
development Occasionally general
JRFTHINZ JZ & DFEA A 220y region
Nl EHMEOLELH D
(JTSH)
Localized See also “General-Fetus or pup/neonate = New
region of Discolored”
abnormal Mef—RlE, HARMA RO
color &) 5]
JFTEO R | 3TS Comment: Difficult to be
o, distinguished from changes by artifact.
T—=T 47727 MZEDE{EDA
fRb 3N (JTSIERD)
Localized region of abnormal skin New
JRIPIT R 732 B2 I D S5
Small appendage of JTS comment: The tag at digits is | New
skin pendulous digit (New)
Ko/ St | FRBHCIR T DA EW TRl -
2| BE (New) &9°2 (ITSiE)

Page 2

JTS
Classification
Ok
Not
applicable

(G)

Not
applicable

(G)

Non-structural
abnormality

(G)

Malformation

(G)

Not
applicable

(G)

Non-structural
abnormality

(G)
Malformation

(G)

_VY v T =7y ay 7 TONE (JTSE ik 2T Ao HREKR)




Table1l External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/ Observation
Structure
Head / Acephalostomia
Neck MEFRA
FERAER
Anencephaly
3%
Cranial
meningocele
BRG] L

Cranioschisis
e

Exencephaly
S

External aural
fistula

S B AL

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Synonym or
Related Term

/

Non-preferred
Term

Acrania
IEEEZE (JiE)

Acrania
IEEEZE (JiE)

Acrania
MEHH 25 (iE)

Definition

Absence of head but with the
presence of mouth-like orifice
in the neck region

SEE AR L TWDH A, O
FROFLBFHTRIC D D B D
Absence of the cranial region
of the head, with the brain
absent or reduced

RO KRB BT L&
PE o T2 BAZE AL O KR
Herniation of

findings.

%)

findings.

%)

JTS comment: Acrania is
a term for skeletal

JTS comment: Acrania is
a term for skeletal

JTS comment: Note to confuse with

P I E AR (TS

P I E AR (TS

Ver. 1 JTS
Note Code Classification
No. Ok
10008 Malformation
10010 Malformation
10016 Malformation

meninges through
a defect in skull

meningo-encephalocele (10017) and
meningohydro-encephaloele (New).

FHE T R K BEMANIRE  (10017) <CREME/K AR
DHERE D~ = (New) & okt#giziER (TS
7 )
Fissure of the cranial region of | JTS comment: Note to 10011 Malformation
the head with varying degrees | confuse with
of the brain exposed holorachischisis (10110).
Hx RBREOMOBEZH HFHIZ L L SHEIEE
PEEE SHUVARE S R (10110)
(JTSH)
Brain protrudes outside Erosion of brain tissue has 10013 Malformation
the skull due to absence not occurred as in
of all or part of the cranial | Anencephaly
vault HENGE) THbND K97
HHEORTHHNE— | RO OB AIFHR LR
BRI D T= DI MN AR
SHE D BAMIZEH LT JTS comment: Acrania is a
WD TEREE « fiM=skE term for skeletal findings.
D& H (I O i) % 1 MR T FHAHE (TS
5 )
An opening to a cyst produced by a New Malformation

persistent lateral cervical sinus or
reduplicated 1% pharyngeal cleft usually
located ventral to the ear.

W, HOBRIZHEAT 25T, (I
DYSEHIR DFEAT 8> 5 O X LIHEEE (1)
DEBIZEIVRETD

RV v T —r gy T TONE

Page 3

(JTS & 7z 2t Ao HFRR)



Tablel External Abnormalities Version 4 (September 30, 2020)
Region / . Synonym or Non-preferred o Ver. 1 ‘]TS .
Organ/ Observation yhony P Definition Note Code Classification

Related Term Term
Structure No. O)*
Head / Head Absent Acephaly Absence of the head 10009 Malformation
Neck R KR BEFH(JE) SHIR O K8
FERER Domed Cranial region of head appears | May or may not be 10012 Malformation
R— 20k more elevated and rounded associated with (G)
than normal hydrocephaly
FHENIEF L0 m< <l KEUE)ZMHE I HE &
2TV D HFEORWEERH 5
Large Macrocephaly Disproportionately large head 10015 Malformation
REL(1E) REAE) PRIRICHE L CEEI A R A VIR &
Misshapen New Malformation
JRESLH
Small Leptocephaly, Disproportionately small head 10018 Malformation
/NEL(1E) Microcephaly, {RERIZ b U CEEER S RS A
Nanocephaly UVMZNE D
AN AEES
(). /NERJE
Iniencephaly Exposure of occipital brain and upper 10014 Malformation
1% SR FLA 5 spinal cord tissue; involves extreme
retroflection of the head
BRI DR L O B O &
H 5 BRES O R 22 1% i &1 O
Meningo- Encephalo- Cephalocele, Herniation of May or may not be covered by skin 10017 Malformation
encephalocele meningocele Craniocele, brain and BTN TV ARE &V
e e Mt~ =7 | Encephalocele K meninges AN D
P, HHE through a cranial ' 375 comment: Note to confuse with
8. Ji~/L= opening cranial meningocele (10016) and
7 SHEEDOPAIIZ L meningohydro-encephalocele (New).
DR LORERR | BHESREIEE (10016) SORENE KM
DNV=T JE (New) & DMEHICIER, Bl
K9G 2 5 8D bl & PR 2 5
andd, (TSEE)
Meningohydro- Herniation of brain, JTS comment: Note to confuse New Malformation

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

encephalocele

BN fibd e

cerebral ventricle,

and meninges and meningoencephalocele

through a defect in (10017).
skull SHERBERE (10016) SCHENAN

SHERBIZL D
A, MRS KOV
fED~L =T

J(10017) & O el R,

LA 5,  (TSTE)

Page 4

with cranial meningocele (10016)

ARSI 2 D TS & e R d
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Tablel External Abnormalities Version 4 (September 30, 2020)

Region / . Synonym or Non-preferred Ver. 1 JTS
Organ/ Observation Ryl dyT P Definition Note Code Classification
Structure elated Term Term No. ()
Head / Narrow head Craniostenosis New Malformation
Neck HeBH TEGH(JE)
FERAE R
Ear Pinna Absent Anotia Absence of external ear 10019 Malformation
H HAr KR 18 H(JiE) S H DRI
Fused Synotia Fusion or abnormal approximation of 10024 Malformation
A A H(iE) pinnae below the face
BE Y TALCTOHS OG5 W35
(CRAS 3N
Large Long pinna, Disproportionately large external ear 10020 Malformation
KAL) Macrotia RARICEE L COF R R A VTRE ©)
KRESr. BEHUE)
Malpositioned | Low set pinna 10021 Malformation
NLfE S H HIMEAL ©)
Misshapen 10023 Malformation
JRESLH ©)
Small Microtia, Short Ear tab Disproportionately small external ear 10022 Malformation
/NRI(1E) pinna )& H REIZEE U TR E DRI B VI E W
INEAT. NEE)
Eye Cryptophthalmia Cryptophthalmos Skin continuous over eye(s) May be associated with 10026 Malformation
54 AR ER EEIRER without formation of eyelid(s) | micro- or anophthalmia
IREEDOTER A2 <. K /NRER S DV T IERRER
IRER Rz > T D EEoTWDEERH
74
Cyclopia Monophthalmia, Single median orbit; eyeball(s) ' Snout may be absent or 10027 Malformation
HifR Single eyeball, can be absent, completely or appear as a frontonasal
Synophthalmia incompletely fused appendage (proboscis)
—RAE, HIR HFOZLE T D —DDHR above the orbit
R, B ARCE) R REL TS BRKBL TV BHE
D, FERBAHVEIRERI. L IREO LICHTEHR
BELTND O EM(G5) & L
THRADGEN DD
Eye Malpositioned 10030 Malformation
iR (AR

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation
Page 5
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Table1l External Abnormalities

Version 4 (September 30, 2020)

Region /

Organ/ Observation
Structure

Eye Eye Open
53 iR B

Protruding
R

Eye bulge Absent
IR B FA E KR

Large
KAY(1k)

Small
JeF(1k)

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation
Page 6

Synonym or
Related Term

Exophthalmos
Exophthalmia,
Proptosis,
IRERZE H

Non-preferred
Term

Ablepharia
AR I ()

Pop-eye

/ Ver. 1
Definition Note Code
No.

Eyeball visible | JTS comment: May be “Ablepharia: 10033
IREk23 7~ % % | absence of eyelid” or “Open eyelid”

concluding eyelid fissure (10034).

IRBE DRI (EIREIE) (2K 2556

BV, Eio, IREREK (10034) =

E W CHRMEBAZL (Open eyelid) & &

W 2%mand s, (TSI
Excessive protrusion of the 10029
eyeball
ARER oD 3 B D 72 H

Check for abnormalities of eye prior to ' 10025
opening of the eyelid

May be associated with micro- or

anophthalmia

ARfE 23BA < BNCAR D HH 2T~ 5

INIRER B VIR ER & > T D
Band 5

JTS Comment: Should be confirmed for
essence of defect in visceral

observation.

PR A1 L 0 22 D AHE % e

%, (TSiEFD)

May be associated with macrophthalmia | 10028
EIRERZ L CWAAENRH D

JTS Comment: Should be confirmed for
essence of defect in visceral

observation.

WIBAR A NZ L W B b DOARRE & iR T

%, (TSiEFD)

May be associated with microphthalmia | 10035
INRERZ R > TWBEEAERH D

JTS Comment: Should be confirmed for
essence of defect in visceral

observation.

WIEAR A (2 ] 0 2B O ARRE & s 3

%, (JTSIBFED)

JTS
Classification

O*

Malformation

Malformation

Malformation

Malformation

(G)

Malformation

(G)

_VY v T =7y ay 7 TONE (JTSE ik 2T Ao HREKR)




Tablel External Abnormalities Version 4 (September 30, 2020)

Region / . Synonym or Non-preferred o Ver. 1 ‘]TS .
Organ/ Observation yhony P Definition Note Code Classification
Related Term Term
Structure No. 0O)*
Eye Eyelid Fissure Palpebral A notch or JTS comment: May be “Ablepharia: 10034 Malformation
153 AR g Zd coloboma fissure of the absence of eyelid” or “Open eyelid”
RigooR—< eyelid concluding open eye (10033).
IRigDURS | RO XKE (EIRIE) (2X 2556
AAAIEE BdY ., E£7-, IRBAF (10033) %
E W CHRMEBAZL (Open eyelid) & &
W 2%mandsd, (TSI
Short Microblepharia Short vertical JTS Comment: Cannot judge this | 10031 Not
FSUIN /MR B (JEE) dimension of eyelid in fetuses. applicable
g OMEEOR N | R TIRHETE RV, (TS ©)
SEET))
Face Face Cleft Prosoposchisis Fissure of the JTS comment: May be “Aprosopia” 10036 Malformation
Bl BRI e P I 2 face. when it is severe hypogenesis of the
BRI D3 face. Note to confuse with cleft upper
jaw (New) and cranioschisis (10011).
BRI DO EDRE L WG,
JEE T 250N D5, LHA
(New) CHAZEZ (10011) & DX
SCER.  (TSIE)
Jaw, lower Absent Agnathia 10047 Malformation
(Mandible) US| HETH (JE)
THH Cleft Gnathoschisis, 10056 Malformation
1 Split mandible
R, TR
Large Mandibular Exognathia 10057 Malformation
KAL) macrognathia, S FRIE
Long lower jaw
Protruding lower
jaw,Prognathia
EN N E
M, SEATZEHNAE)
Small Brachygnathia, 10058 Malformation
/NEI(1R) Micromandible, Short
lower jaw
NEAGE), NTEL R
AL

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation <) v 7 —27 > 3 v 7 T4 (JTSE Rix 21RO AFKR)
Page 7



Table 1

External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/
Structure
Face Jaw, upper
B (Maxilla)
s
Lip
=
Mouth
m|
Naris
AL

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Observation

Cleft

%IJ

Large
KA(fk)

Small
/(R

Cleft

%\%
Absent
ySic!
Large
KHE(1k)

Misshapen
TERESH
Small
/NRI({E)
Absent
RAR

Fused
3 u/—\
RN T

Malpositioned
AR
Single

H

Small

Nl

Related Term Term

‘ Synonym or /Non-preferred

Gnathoschisis,
Split maxilla
A, LRER

Maxillary Exognathia
macrognathia, SN GRE

Long upper jaw
Protruding upper

jaw, Prognathia

B L%H, L%

M, FHATIEHNE)
Maxillary micrognathia,
Micromaxilla,

Short upper jaw
NEGE), /BT, L
HHL
Cheiloschisis
B
Astomia

I 1 (iE)
Macrostomia,
Wide mouth
EO, &0

Harelip
R

Microstomia
/INE (JE)
Atretic

Bt

Mononaris
e gL

Note

Definition /

JTS comment: Note to confuse with

cleft face (10036).

FEEOZETHEmA (10036) & X4)
(JTSTE)

Fissure of the upper lip
FRICADBAET TN D

JTS Comment: Cannot judge this in
external examination.

NFBECITHE CHl) T 7
VW, (TSiEED)

Page 8

Ver. 1
Code
No.
New

10059

10060

10051

10050

10055

New

10062

10042

New

10039

10044

New

JTS
Classification

O*

Malformation

Malformation

Malformation

Malformation
Malformation

Malformation

Malformation
Malformation

Malformation

Malformation
Malformation
Malformation

Not
applicable
(©)

_VY v T =7y ay 7 TONE (JTSE ik 2T Ao HREKR)




Table1l External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/
Structure
Face

B

Observation

Palate Cleft
M £

High-arched
57 —F 4k

Absent
RIE

Interrupted
BT

Misaligned
il

Palatal rugae
n&Ee 4

Misshapen

S e

ZRE T

Supernumerary

1t 5

Absent
RIH

Papillae
FLEH

Fused
ey

Malpositioned
(L& S

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Definition

Synonym or Non-preferred
Related Term Term

Palatoschisis,
Uranoschisis
B2

SREE : mAE

Fissure of the palate
AFIZHPAET TS

Roof of mouth higher than
normal
H D RIAFRAN BT L0 &

|7

Absence of one or more rugae
12U ke #FDRE

Asymmetrically aligned
palatal rugae,

Irregular palatal rugae
IEXFERZEE &, &~
HAIE N 25 B 57
Bifurcated palatal rugae,
Discontinuous palatal
rugae,

Interrupted palatal rugae,
Short palatal rugae
UG E 5, T
FEPENZE 5, Il
HeK, HAOEES

/

Note

JTS Comment: Cannot
judge this in external

examination.
NFHECITHETE
72vy,  (JTSIERED)

JTS Comment: Difficult
to judge these findings in
external observation.

AN FRBIZE IR 23 A
#, (TSIERD)

Dermal projections, generally associated

with whiskers

BEDREHTH Y, BRI 7 a2

S>TWA3A

JTS Comment: Cannot judge
this in external observation.

SFBETITHIBTCTE R
VW, (JTSIERD)

Page 9

RNY v T —7 gy T TDH

Ver. 1
Code
No.
10052

10053

New

New

10063

10064

New

New

New

New

JTS

Classification

O*

Malformation

Not
applicable

(G)

Not
applicable
(G)
Not
applicable
(G)
Not
applicable
(G)

Not
applicable
(©)

Not
applicable
(©)]

Malformation

Not
applicable
(©)]
Not
applicable

(G)

Y (JTS& B72 2Pt o AFR)




Tablel External Abnormalities Version 4 (September 30, 2020)

Region / Ver. 1 JTS
Organ/ Observation ‘ nglg(t)endyfl'ne?r; / Non:l_oglt?:ﬁrred Definition / Note Code Classification
Structure No. 0*
Face Proboscis Tubular projection replaces the snout 10043 Malformation
] £ BORDVITFEROENN B %
Snout Absent Arhinia 10038 Malformation
L S T e
Large Long 10037 Malformation
KA(fk) Py ©)
Malpositioned 10040 Malformation
NLfE S H
Misshapen 10041 Malformation
JRESLH (©)
Small Short 10045 Malformation
/INRI(1E) F 4
Tongue Absent Aglossia 10046 Malformation
El KR E
Altered surface May be generalized or localized; location New Not
texture and description should be provided applicable
KL ki 5 VIR OBEN DS ; (1 ©
o S R U B
JTS Comment: Cannot judge this in
external observation.
SARBIZE TITHIWTCTE vy, (JTSIERD)
Large Macroglossia, May be protruding 10054 Malformation
j@;ﬂ(ﬂﬁ) Long tongue OAMZZEH LTV A AR (G)
ENEN 5
Misshapen New Malformation
JERESRH
Protruding 10065 Malformation
Z2H ©)
Small Microglossia, 10061 Malformation
/NEI(1R) Short tongue
INEE), 2
Split Forked tongue New Malformation
s STIR D
Tongue, Fused to floor ' Ankyloglossia Tongue-tie Shortness or absence of the frenulum of 10048 Malformation
frenulum of mouth EHIRE EH/NEE G the tongue; tongue fused to the floor of
LN e e the mouth

TN DR N D WK &
EERE LA LTV D
()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation <) v 7 —27 > 3 v 7 T4 (JTSE Rix 21RO AFKR)
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Table1l External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/
Structure
Face Tooth Absent
B 3] K8

Observation

Asymmetric
FHxH R

Bent
2
Discolored
e,

Erupted
A HY

Fused
E

Large
KAU(1k)

Malpositioned
(AT

Not erupted
e Wi HY

Small
/INRI(1E)

Whiskers Absent
= RIH

Limb Hemimelia
(fore- or B
hind-)

i (R Az

353

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation
Page 11

Synonym or
Related Term

Anodontia, Edentia

o 8 (JiE)

Long tooth
VOB

Short tooth
VA

Non-preferred

Term

Ectromelia
R I (iE)

Definition

Absence of one or more
teeth
P NY RN Y€ =

/ Note

JTS Comment: Cannot be
observed in rat and mouse
fetuses. Cannot judge in rabbit
fetuses.

Z v b, =T ANRETIIE
RTERY, UHFRIET
IHWr & 722y, (JTSIE
7o)

JTS Comment: Cannot be
observed in rat and mouse
fetuses. Cannot judge in rabbit
fetuses.

7w b, v U AIRRTIIE
BTERY, UHFXRIET
I T E 22y, (JTSIB
i)

JTS Comment: Cannot judge in fetuses.
BV CIIRrcx 220y, (JTSIERD)

Absence or shortening of
the distal two segments of
limb

e Jevmi2 53 Hi (R &
FHDHWVILTHRE R)D
VSi-toX A ES N

May be further characterized,

at skeletal examination, e.g. as
being fibular, radial, tibial, or

ulnar

BEE. RE. KE. ez

BHRBETILIRET D

BEnd D

Ver. 1
Code
No.
10049

New

New

New

New

New

New

New

New

New

New

10068

JTS
Classification
O*
Not
applicable
©)
Not
applicable
(©)
Not
applicable
(©)
Not
applicable
(©)
Not
applicable
(©)
Not
applicable
(M)
Not
applicable
(©)
Not
applicable
(©)]
Not
applicable
(G)
Not
applicable
(©)]
Not
applicable
(G)

Malformation

_VY v T =7y ay 7 TONE (JTSE ik 2T Ao HREKR)




Tablel External Abnormalities Version 4 (September 30, 2020)
Region / . Synonym or Non-preferred o Ver. 1 ‘]TS .
Organ/ Observation yhony P Definition Note Code Classification
Structure Related Term Term No. ()*
Limb Limb Absent Amelia, Complete absence of one | Fleshy tab may be present 10066 Malformation
(fore- or 53 RIB MR (E) or more limbs
hind-) Ectromelia (added by JTS), — AL EOEoELEY  AEMBYRTFEL TS
ik (iR KRIE(E) (TSIZE VB R WEND B
353 m

Bent Bowed limb, 10067 Malformation
2l Curved limb
2 h ik
Fused Symmelia 10075 Malformation
Ny EHE)
Hyperextension The excessive extension | Limb cannot be flexed 10069 Malformation
i or straightening of a limb | Joint can be specified (G)
or a joint. See also 10086
et 2VIZEEIOWME | AT S len
D B2 R ES 5
10086 % 2
Hyperflexion Flexed limb Arthrogryposis | The excessive flexion or | Limb cannot be straightened. 10070 Malformation
1t JeE J i B &iHfE(E)  bending of a limb or a Joint can be specified ©)
joint. See also 10087
o WIS O AR TSR, BHiiE
O Jef il E 72 (XA b FrEd %, 10087% 2
Large Macromelia, Long 10071 Malformation
KAEIER) limb
L (iE)
Malrotated Limb turned toward the center (i.e., 10072 Malformation
E I inward rotation) or the periphery (i.e.,
outward rotation)
JEe 23 FRL L (PRI ETER) & 2 W M X SMAEI (S
MIEER) [ 22> TV 5D
Small Brachymelia, Acromelia 10073 Malformation
/NEL({E) Micromelia, eI ()
Nanomelia,
Short limb
2l INER(E),
I (E)

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Page 12
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Table 1

External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/
Structure
Limb
(fore- or
hind-)

B2 (RTASZ
®I%)
Paw /
Digit
(fore-or
hind-)

F R
(I, &)

Digit
FRIE

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Phocomelia
TxaRXY7

Observation

Absent
RIE

Few
A

Fused
e

Large
K1)

Malpositioned
(VAR

Misshapen
TRESLH

Synonym or
Related Term
Ectromelia

KIIE)

Adactyly
EFS () (E)

Ectrodactyly,
Oligodactyly
REG(HEE) (), Z
FR(HE) (E)

Ankylodactyly,
Syndactyly,
Webbed digits
SRIEFE () (F),
AR (E), 7K
7 & IRFE (k)

Dactylomegaly, Long
digit, Macrodactyly
EX=((ZIN]
Clinodactyly,
Camptodactyly
FHECE), JEfE
(i)

Non-preferred
Term

Definition

/ Note

Reduction or absence of proximal
portion of limb, with the paws being
attached to the trunk of the body

D IEERDWIE L D VTR, F
REDMERIAAF DTN D

Absence of all
digits
24 3 o
VS|

Absence of one or
more, but not all,
digit(s)
E NG EAA
/NN N DS SF =
(HE) o x4
Partial or complete
fusion of, or
webbing between,
digits
& (b oEsy
MdH BV iE5Ese
A, HoH
VEFRR DS KD &
Wiz -oTn D

Deflection of
digit(s) from the
central axis
HLL 2 B OFF
(HE) D P F
(EFENnsz k)
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See Digit, few (Ectrodactyly) for
absence of some but not all digits.
BRE<E>TIEZR <, —HofE<ik>
DRABIZON T,
Fa<ib> (Zia<il>)] Z&H.

[Digit, few 7>

Expected skeletal alterations include
absence of all phalanges in each
affected digit

W Z TN TN ORRRE
T, 2T ) FoXEE
BLEOBNTRIND
Includes bony, cartilaginous, and/or
soft tissue

(I /G SRR OVE PRI T /¢ ik 4
e

JTS comment: May be
“Polysyndactyly” when this is
supernumerary digit (10088).
SRR 2 D b 0 & LA HER ()
LT H5ERHL (JTSIE)

Includes fixed flexion deformity of
digit(s). Confirmed by skeletal
examination to exclude the
possibility of artifact.
fRoEERMERE&te, 7—
T4 777 NOFRREERRLS T2
WIZ, BHRBREICL > THRIO
2,

Ver. 1

Code
No.
10074

10077

10080

10091

10081

10083

10085

JTS
Classification

O*

Malformation

Malformation

Malformation

Malformation

Malformation

(G)

Malformation

Malformation

(G)
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Table 1

External Abnormalities

Version 4 (September 30, 2020)

Region /
Organ/
Structure
Paw / Digit
Digit Fe Ik
(fore-or

hind-)

F R

(BT, %)

Claw

Paw
F<E>

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Observation

Pendulous
HEME
Small
/INAI(E)

Supernumerary

R

Absent

K8
Malpositioned
(AR Yoy
Small
/INEL({E)
Absent

K48

Fused
gy
Malrotated
eV AEIL R

Hyperextension

Y EEhEEs

Hyperflexion
it e

Small
it

Synonym or Non-preferred o Ver. 1
Definition Note Code
Related Term Term No.
Digit attached by a thread of tissue. New
7R (k) TP TORB 5> TND
Brachydactyly, Expected skeletal alterations include 10079
Microdactyly, absence or shortening of phalanx(ges)
Short digit fE<HE>E O KD D \VITE N E ST
215, DD (JE) DER TIREND
Polydactyly Can be pendulous. 10088
Z () (E) HEHEOZ ERH D
JTS comment: May be “Polysyndactyly”
when this is fused digit (10091).
af () zfE> boxLafs (W)
LT Ly a 55 JTSHE)
Refers to distal-most tip, nail 10076
FRIED Fe Ko M (nail) iz b VS5
Refers to distal-most tip, nail 10082
FRIED e Ko M (nail) iz b VWS b
Refers to distal-most tip, nail 10089
FRIE D Fe Ko M (nail) iz b VS5
Acheiria, Acheiropodia, 10078
Apodia
BFE), EFER
(E). 2 (iE)
Sympodia Refers to hind paws in bipeds. 10092
= R TERRCHN LGNS
SRETE  HATIX Clubbed ' Paw turned toward the center (i.e., 10084
N F(Z). HNKF paw, inward) or the periphery (i.e., outward)
(RO AATE s | Talipes  FRED LIRS 50
% FMANZ AT D
The excessive extension | Carpus or tarsus cannot be 10086
or straightening of a paw. | flexed.
FRENDEOWMED  FRELITERLZET O
i /& Z3%
Flexed paw, Tarsal @ Arthrogryposis | The excessive flexion or | Carpus or tarsus cannot be 10087
flexure, Carpal BEfi#RECE)  bending of a paw. straightened.
flexure FRENDEOBED | FREITEREZMRERTE
Jie i (2) Jiii i > 2\ N (725 72U
Microcheiria 10090
/NF(E)
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JTS

Classification

O*

Malformation
Malformation

(G)

Malformation

Malformation
Malformation
G
Malformation
(G)

Malformation

Malformation

Malformation

Malformation

(G)

Malformation

(G)

Malformation

_VY v T =7y ay 7 TONE (JTSE ik 2T Ao HREKR)




Table1l External Abnormalities

Version 4 (September 30, 2020)

Organ/ Observation
Structure
Tail Tail

B 2

Region / ‘

Absent
KR

Bent

JeE; i
Bifurcated
X

Blunt-tipped
$livm

Curled

E Y-

Discolored
2t

Fleshy tab
WL B
Hooked
VTN

Kinked

if]

Long

W
Malpositioned
(VAR
Misshapen
JRESLH
Narrow

Pezg

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Note

Synonym or Non-preferred
Related Term Term

Definition /

Acaudia, Anury

Fii e
Angulated tail Shaped like an angle
Jie: e 2 vt > T s

Branched tail, Double-
tipped tail, Forked tail
DR, —XRE, 7+

Tail divided or split
3B BT LT R

— 7R
Rounded or flat at the end, not tapered
FeIm A HNNED T, Jefll Tl g

Curly tail Curved into nearly a full circle, or

gy coiled
FFEBELTWDE BN T AL
RelpoT3
Generalized or JTS Comment: Difficult to be
localized distinguished from changes by
discoloration of artifact.
tail T—T 4777 MLEHELE
RBOEMHL | o Rk SR (TSER)
IXEB I 7R 2R

Small tag of tissue at tip of tail.

B D Sl C D/ S T A @ IR o ALk
Approximately 180 degree bend or

curve of the tail

3 RI180° CHr AL 2% - TV D 73,

A LT\ 5

Localized undulation(s) of the tail
RRHEINCE AT > TV D

Constricted tail
Weag 2

Ring tail Should be specified as entire length or
localized.

R Rz Kl (FER) T %
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Ver. 1
Code
No.
10093

10094

10097

10095

10096

New

10098

10099

10100

New

10101

New

10102

JTS
Classification

O*

Malformation

Malformation
©G)

Malformation

Malformation
©G)
Malformation

©)

Not
applicable

©)

Malformation
G
Malformation

(G)

Malformation
(G)
Malformation
(©)

Malformation

Malformation
©G)
Malformation

(G)
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Table 1

External Abnormalities

Version 4 (September 30, 2020)

Tail
B

Trunk
S

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Region /
Organ/
Structure

Observation

Tail Small

=] /(R
Thread-like

Anus Absent

[N RIE
Large
KAL)
Small
/NRI({E)

Anogenital Decreased

distance (AGD) | 45

T FH AR Bl 22 6 ]

PR
Increased
IS

Distended

abdomen

RE YRR

Externalized
heart

i

Related Term

Synonym or /Non-preferred

Brachyury,

Short tail

H/E

Filamentous tail,
Filiform tail

Anal atresia, Aproctia,
Imperforate anus, Non-
patent anus

SHIT, MEATFY(E), AT
M PAIEH

Ectopia cordis
TR L

Term

Definition

Note

/

Should be specified as entire length or

localized.

EEDRFT N KB FEE) T2

Absence or closure of the
anal opening

LA DRI &H 5 TR
4

Shortened distance
between anus and genital
tubercle

JTFY & AR FHZe L D oD
B (AGD) D i
Increased distance
between anus and genital
tubercle

JT.FH & AR FEZE Ll D oD
FEEE(AGD) D IE &
Abdomen

appears larger
normal
JESRNIER L0
REW

May be associated with
absent/threadlike tail.

D KAFIFAREEZ > T
LHEND D

ARAVE + RGBS

AGD is sexually dimorphic

JIT P9 A= 5 22 ] B e g

THERD

JTS Comment: Recommended

to be evaluated by the

measured value.

BEMIC & 2 5Tl 2 e 5T
(JTSiEFD)

May be due to presence of fluid in
abdomen or enlarged organs
JEE~DUIR DT & 2 W g
DRIULIZE D560 H 5D

JTS Comment: Should be confirmed

for essence of defect by visceral
observation.
PBBRR A 1 & 0 2B L D AR & R

ERAE

Heart displaced outside
thoracic cavity
a4~ Lol D 15 i,
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JTSiER)

Ver. 1
Code
No.
10103

10104

10105

New

10118

10107

10112

New

10108

JTS
Classification
0O*

Malformation

Malformation

Malformation

Non-structural
abnormality
G)
Malformation
(G)

Not
applicable

©)

Not
applicable

(G)

Not
applicable

(G)

Malformation
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External Abnormalities

Version 4 (September 30, 2020)

Observation

Gastroschisis
i B

Genital tubercle | Absent

TR K18
Large
KA (k)
Misshapen
JERESEL T
Small
/NRI(1E)

Holorachischisis

TERATHER

Hypospadias

JRIE TR

Kyphosis

FTHEE

Large intestine | Prolapsed

NI It £

Synonym or
Related Term

Laparoschisis,
Schistocelia
MR

/

Non-preferred
Term

Humpback,
Hunchback

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

Definition

Fissure of abdominal wall, n
involving the umbilicus, and
usually accompanied by

protrusion of viscera which may

or may not be covered by a
membranous sac

BSOSy LS C ORERE D 5L

BE ORIE
(BEPEDTET B T\ 5 B
LD TORVE A S D)

T, W,

/ Note

ot May be further
defined as medial
(gastroschisis) or
lateral fissure
(laparoschisis)

1E A1 o> (gastroschisis)
& W DT
H (laparoschisis) & L
THI T D560
H%

Fissure of the entire spinal column

FHEREOR

Urethra opening on the
underside of the penis or on
the perineum

£ AR PR EE] =
WREDRBRA LTS

Not readily apparent in
fetuses or soon after birth
BRHHWTHAEEZOIR
TIXHBE T

Increased dorsal convexity in the
curvature of the spinal column as

viewed from the side

W0 A b &, FIHENENITmH

~hEdH L Tn5
Protrusion of large
intestine through anus
FTF9 2> & O KA D i
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May be associated with large
anus

JLF R Z > TV 5 5
EEWAY %4

Ver. 1
Code
No.
10109

10106

New

New

10119

10110

10111

10113

New

JTS
Classification

O*

Malformation

Malformation

Malformation
(G)
Malformation
(G)
Malformation
(G)

Malformation

Malformation

Malformation

Malformation
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Tablel External Abnormalities Version 4 (September 30, 2020)

Region / Synonym or Non-preferred Ver. 1 JTS
Organ/ Observation ynony b Definition Note Code Classification
Related Term Term
Structure No. O)*
Trunk Lordosis Hollowback, Increased dorsal concavity in the 10114 Malformation
X e FAERTE Swayback, curvature of the spinal column as
Saddleback viewed from the side
M0 Wiz & & FHERITm
~MZE L TWD
Omphalocele Exomphalos, Umbilical A defect in the abdominal wall at the 10115 Malformation
s~ L =7 e H hernia (10124) ' umbilicus, through which the intestines
i~ =7 and other viscera protrude. These may
or may not be covered by a thin,
translucent sac composed of peritoneum
and amnion.
53 & UMt o> N g B 23 28 9 2 i
oy OEEEDRIE, ZN b, K
EFEEDOHENFFZH ORI L - THE
BN TVDEHEEVWRWIEERH 5
Pelvic region Narrow Hindlimbs located more medially than New Malformation
B eze normal ©)
BB L BANCALE T D
Scoliosis Lateral curvature of the spinal column 10116 Malformation
TR FHNMUTG~EH LTS
Spina bifida Spinal meningocele, A family of May be covered with skin (spina bifida 10120 Malformation
O HEHE Spinal defects inthe | occulta) or not covered with skin (spina
meningomyelocele, closure of the bifida aperta); may involve protrusion of
Spinal myelocele, Spinal spinal column | spinal cord and/or meninges
myelomeningocele, —HEOBHE | EEICEDN TS EA RN 4
Rachischisis B PRSP E THE) E BN TRV ERRE 5%
WA, WA BE, MG 603 % il % o 2B D 2
TR, FHEBENE, HEfEsTWAEARH S
T HE () 2
Thoracogastrosc Thoracoceloschisis Fissure of thoracic and abdominal walls 10121 Malformation
hisis Ha i BEZL(E) with thoracic and abdominal viscera, or
g Ji5 B 2 major parts thereof, exposed ventrally
R RE DR CHlEL KX OREREN R E
B DWLEN S KE S DREAIN S D
2 £ D
Thoracoschisis Fissure of Thoracic viscera may be herniated 10122 Malformation
Jifq Bz 22 thoracicwall | JEERE O~V =T OHEERH D
B D%l

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation <) v 7 —27 > 3 v 7 T4 (JTSE Rix 21RO AFKR)
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Table 1

External Abnormalities

Version 4 (September 30, 2020)

Region / Synonym or Non-preferred Ver. 1 JTS
Organ/ Observation yhony P Definition Note Code Classification
Related Term Term
Structure No. 0*
Trunk Thorax Narrow Thoracostenosis Narrowness of the thoracic region 10123 Malformation
L S e ez HOEIYySs R o ezs
Trunk Large Long trunk JTS Comment: Should not be confused New Malformation
X KIE({k) LV R with large or small whole body. (G)
Small Short trunk 2HE O EIRF Ly (JTSIERD) 10117 Malformation
ANEL(fE) A ©
Umbilicus Hernia Omphalocele | Protrusion of a skin-covered segment of 10124 Malformation
it ~L=7 s~/ =7 | the gastrointestinal tract and/or greater
omentum through a defect in the
abdominal wall at the umbilicus, the
herniated mass being circumscribed and
covered with skin; or protrusion of skin-
covered viscera through the umbilical
ring with prominence of the navel
BIBE 720 LRI D JEEE 0 )k
etz b 22 LTV D 0R0E, Bl L
T g R T S B C R I L
TWD 5 &2 WIENERD D NIEA 5L
U, SRR LT 28R 08,
Malpositioned New Malformation

()*: Classification by Berlin Workshop; M: Malformation; G: Grey zone; V: Variation

(VA S
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(G)
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