
Monosomies, Translocations and 
Chromosomal Deletions
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A monosomy is a condit ion where one chromosome in a pair is missing. In a delet ion, part  of a chromosome 

is missing. Bot h monosomies and delet ions result  in birt h defect s. A chromosomal t ranslocat ion is a 

genet ic abnormalit y where part  of one chromosome breaks off and at t aches t o anot her, non- homologous 

chromosome.

Q93.0 Whole chromosome monosomy, 
nonmosaicism (meiot ic nondisjunct ion)

Q93.1 Whole chromosome monosomy, mosaicism (
mit ot ic nondisjunct ion)

Q93.2 Chromosome replaced wit h ring, dicent ric or i
sochromosome

Q93.3 Delet ion of short  arm of chromosome 4

Q93.4 Delet ion of short  arm of chromosome 5

Q93.51 Angelman syndrome

Q93.52 Phelan- McDermid syndrome

Q93.59 Ot her delet ions of part  of a chromosome

Q93.7 Delet ions wit h ot her complex rearrangement s

Q93.81 Velo- cardio- facial syndrome

Q93.82 Williams syndrome

Q93.88 Ot her microdelet ions

Q93.89 Ot her delet ions from t he aut osomes

Q93.9 Delet ion from aut osomes, unspecif ied

Q95.0 Balanced t ranslocat ion and insert ion in 
normal individual

Q95.1 Chromosome inversion in normal individual

Q95.2 Balanced aut osomal rearrangement  in 
abnormal individual

Q95.3 Balanced sex/ aut osomal rearrangement  in 
abnormal individual

Q95.5 Individual wit h aut osomal fragile sit e

Q95.8 Ot her balanced rearrangement s and 
st ruct ural markers

Q95.9 Balanced rearrangement  and st ruct ural 
marker, unspecif ied

I CD- 1 0  CODES

CL I N I CA L  D O CU M EN TATI O N

Include DSP for each addressed condit ion 
impact ing t reat ment  and pat ient  care. 

DOCUMENTATI ON ACRONYMS

Final Assessment  Det ails

Include element s of DEEP in document at ion t o 
clinically support  a chromosomal disorder.

DEEP Diagnosis Element s

Diagnosis: Williams Syndrome

Evidence:  Conf irmed gene delet ion of 1.5 

t o 1.8 Mb on chromosome 7q11.23, 
hypot hyroidism new onset

Evaluat ion: Williams Syndrome wit h 

relat ed hypot hyroidism

Plan: Cont inue followup wit h cardiology, 

st art  synt hroid, referral t o endocrinology

Diagnosis
Chromosomal Anomaly
- Specif ied Chromosome effect ed

St at us
Complicat ions
- Addit ional Healt h fact ors

Plan
- Treat ment  of complicat ions
- ADL support  if necessary
- Family support  if necessary
- Followup wit h genet ics
- Followup wit h specialist s as necessary
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For more resources go t o:

H I O SCA R.CO M / PROV I D ERS/ RESO U RCES

CL I N I CA L  D O CU M EN TATI O N

BEST PRACTI CES & T I PS

- Specif icit y is key! Always indicat e t he specif ic chromosome anomaly, any secondary 

condit ions, and use verbiage t o solidify t he connect ion bet ween t hem.  

- When document ing a chromosomal defect  be sure t o document  all healt h fact ors t o 

get  a complet e pict ure of t he pat ient s' healt h st at us. 

- DSP should be applied for chromosome anomalies as well as for t he result ing 

condit ions. St at us should be apparent  by ident ifying any required ADL modif icat ions 

and any t reat ment  or t herapies. 

- Avoid using uncert ain t erms for conf irmed chromosomal defect s which include: 

probable, suspect ed, likely, quest ionable, possible, st ill t o be ruled out , compat ible 

wit h, or consist ent  wit h. 

- Document at ion should always include DEEP element s for chromosomal condit ions 

t o show clinical evidence as well as any result ing fact ors and condit ions. Incorporat e 

hist ory, t est s, imaging, signs and sympt oms and document  any and all associat ed 

t reat ment s. 

- Avoid document ing chromosomal anomalies as a "hist ory of " as t his suggest s a 

resolved st at us and causes conflict  wit hin t he document at ion.

- Conf irmat ion should be found wit hin t he document at ion represent ing t he 

complicat ions of a chromosomal condit ion and any result ing out comes.

https://www.hioscar.com/providers/resources
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