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Limb Deficiencies (Reduction Defects)
(Core Condition)

Description Complete or partial absence of the upper arm (humeres), lower amm (radns
and'or ulng), wrist (m.}'pals],_ha.ud (metacarpals), fingers (phalanges), thizh
(femur), lower leg (bt and/or fibula). ankde (tarsals), foot (metatarsals), or
toes (phalanges).

Inclusions Transverse imb deficiency (reduction) — Complete or partial zbsence of the
distal (furthest from the body) structures of the amm or leg n a fransverse
(cross-wise) plane at the pomt where the deficlency begms. Structures
prozimal to the pomt where the deficiency begins remam essentially mtact.
Selected terms used for types of transverse limb deficiencies inchude:

* Acheina — Absence of a hand

+ Adactvly — Absence of dipits (fingers or toes), excluding isclated missmg
thumb (zee below)

+ Aphalangia — Abzence of phalanges. Fingers contan 3 phalanges each.
The thumb (pollex) and big tos (hallux) contan 2 phalanges. The other
toes contam 3 phelanges each

* Amelia — Complete absence of the upper Imb (humerus, radins, ulha,
wrizt, hand and fingers) or complete absence of the lower b (femur,
tibia, fibula, ankle, foot, and toes).

* Hemimelia Meromelia — Partial abzence of a lmb. This may refer to
either transverse or longitudmal deficiency (reduction).

* Olzodactyly — Deficiency of fewer than 5 digits.

Transverze terminal deficiency (reduction) — Complete abzence of the distal
structures of the amm with the proxmal structures mtact This term usually
refers to deficiency below the elbow, or complete absence of the distal
stmetures of the leg with the proxmal structures mtact

Congenital amputation, type not specified.

Longiudinal lmb deficiency (reduction) — Partial absence of the upper limb n
parallel with the long axis of the arm or partial sbsence of the lower limb in
parzllel with the long ams of the leg. These may mvelve preasial (on the
thumb zide’ on the big toe side), pnstaxial (on the fifth finger zide’ on the fifth
toe side), or central parts of the arm or leg. Selected terms used for types of
longihzdinal lmb reductions mehade:

# Ectrodactyhy

* Ectromelia

+ Tzolated missing thumb

* Lokster claw hand

+ Badial ubnar, tibizl, or fbular aplasia or hypoplasia

+ Padial ubnar, tibizl, or fbular ray deficiency

Split-hand malformation (split hand'spht foot malformation, SHSF) - A
central bongitudinal imb deficiency (Teduction) n which there iz complete or
partial absence of one or more of the central rays (second through fourth
fingers and their associated metacarpal bones) of the hand.

52
Amperndor 3.1 Caze
Definition



NBDPN Guideimes for Conducting Birth Defects Surveillance updated
032015

Split-foot malformation (split hand ‘splt foot malformation, SHSF) — A central
longitudinal limb deficiency (reduction) in which there 1z complete or partial
abzence of one or more of the central ravs (second through fourth toes and
therr azsociated metatarsal bones) of the foot.

Interealary mb reduction — Complete or partial absence of the proxmal
(chosest to the body) or middle sepments of the upper lmb or kower mb with
all or part of the distal segment present.

Phocomelia i a general term used for any type of itercalary limb reduction.

Deficiency (reduction defect) of the upper Imb or lower mb not elsewhere
coded or of unspecified type — Complete or partial abzence of the upper lmb
or bower limb that does not fall within the above catepories or for which there
Iz no zpecific descrption.

Excluzions Shortened arms, forearms, hands, upper and'or lower legs, feet, toes or

fmgers that have all of thewr component parts, melhdmg those that are part of 2
generalized chondodystrophy, csteodystrophy, or dwarfizm.

Hypoplastic nails
ICD-9-CM Codes 7352-7534
ICD-10-CM Codes Qr1.0-Q71.9, Q72.0-Q729, Q73.0-QJ3.8
CDC/BPA Codes 735.20-733.49
Diagnostic Methods Lmb deficiencies (reductions) are usually easily recognized on phyzical

examination at delivery. However, the exact nature of the defect may only be
distmznizhed by x-rav, surgery, or autopsy.

Prenatal Diagnoses Not  While these conditions may be identified by prenatal ultrascund, they

Confirmed Postnatally generally should not be mehided m surveillanee data without postnatal
confirmation. However, if it & possible to azcertan the degree of certamty of
the prenatal diagnosis, this should factor into the decizion as to whether or not
to mchede an mdmvidual caze i the surveillance data. Lack of visualization of a
bone or lmb on prenatal ulrasound dees not neceszanly mean that the bone
or limb traly iz not present. Live-bom children who survve should abways
have confirmation of the defect postmatally before bemg mehided.

Additional Information:

The termmnclogy for lmb deficiency (reduction) 1= often confiesme. Some terms (such as “phocomelia™)
have been misuzed and ethers (such as “ectrodactyly™) have been used for both longtudingl and transverse
defects. If medical record review is avalable, it s mportant to lock for a complete description of all
structures that are present and absent m order to venfy the diagnosis.

Transverse lmb deficiency (reduction) may be seen I aszociztion with amniotic bands. When both are
present. both conditions should be coded.

Budmnentary or nubbin toes may be present at the distal end of a transverse Imb deficiency (reduction).
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Thetrr presence alone does not change the classification of the defect as transversze.

Jomt contractures or chibfoot/chibhand are commoenly s2en I association with longitudmal bmb deficiencies.
Intercalary deficiency (phocomela) has been associsted with the use of thabidomide during early pregnancy.
However, thabdomude use may result n a mmber of other defects, inchiding longitudnal deficiency.
Intercalar_l. defects also may occur without exposure to thalidomide.

Lmb deficiency iz one of the defects that may be reported as part of:

The VATER or VACTERL zssocition, which also may mehide vertebral, cardiac and renal defects, TE
fiztula, and anal atresia.

Oromandibular-Limb Hypogenesiz specinum, which also may miclude a small mouth, small chin
(micrognathia), small tongue (hvpoglessia), and smth and seventh cranisl nerve palsies (Moebus sequence).



