
 

Prevalence of Nutritional Deficiency, Underweight Status and 

Gastrostomy Among Patients with Rett Syndrome: An Analysis of 

Electric Health Record (EHR) Data

•Nutritional deficiencies (NDs), underweight status, and 

treatment with gastrostomy are common in patients 

diagnosed with Rett syndrome (RTT)1,2

•Insurance claims data may underestimate nutritional and 

metabolic comorbidities in individuals with RTT3

•Electronic health record (EHR)-based datasets have the 

potential to augment real-world evidence (RWE) 

generation efforts.

•This study sought to assess the prevalence of ND-related 

conditions associated with RTT using EHR data including 

coded ICD-10 diagnoses, procedures, and BMI scores

Study Design

•A cross-sectional study of the prevalence of nutritional 

deficiencies and related treatments among individuals with 

RTT

Data Source

•Data licensed from Nashville Biosciences were derived 

from the Vanderbilt University Medical Center EHR, a RTT 

Center of Excellence

Population

•Individuals with one or more encounters for RTT, and an 

age less than 30 years at initial RTT diagnosis were 

identified

Measures

•Prevalence of specific nutritional deficiency diagnosis as 

identified by ICD-10 codes including failure to thrive, 

protein-calorie malnutrition, and nutritional anemia

•Prevalence of at least one nutritional deficiency diagnosis 

as identified by ICD-10 codes

•Prevalence of underweight status as identified by BMI-for-

age

Analysis

•Prevalence of ND (by ICD-10 diagnosis code), underweight 

status (<5th % BMI-for-age), and history of gastrostomy 

(procedure CPT codes) were identified

•ND is common among individuals with RTT

•ND and underweight status frequently precede the initial 

diagnosis of RTT

•Augmenting ICD-10 codes with BMI observations, ND 

increased by 53.8%, highlighting the utility of EHR-based 

RWE

•Management of ND among individuals with RTT, including 

the use of gastrostomy continues to be an important 

component of RTT care
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RTT Population and Characteristics

Eligible RTT patients79
a

3 Patients Identified by only ICD-10 Codes

Identification of 43 Individuals with either ND or 

underweight status

17 Patients Identified by only underweight BMI status

23 Patients Identified by both ICD-10 and BMI status

• In this group of 79 individuals with RTT, 32.9% had at 

least one ND diagnosis, 50.6% had a BMI less than 5%, 

and 29.1% had both

• Including underweight status as measured by BMI, 

increases the identification of ND by 53.8% (40/26)

• Treatment with gastrostomy for ND and feeding 

difficulties was necessary in 24.1% of RTT individuals
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Total Population

N = 79

N(Mean) %(SD)

Gender

Male 13 16.5

Female 66 83.5

Age, years

(Mean, SD)
(10.2) (7.4)

SD: Standard Deviation

Table 2. ND Diagnoses, Underweight Status, 

and Gastrostomy among 79 Eligible 

Individuals with RTT

n= 79

N %

ND diagnoses

Failure to thrive 25 31.6

Deficiency of macronutrients 3 3.8

Nutritional deficiency disorder 3 3.8

Adult failure to thrive 2 2.5

Malnutrition (calorie) 2 2.5

Malnutrition of moderate degree

(Gomez: 60% to less than 75% of standard weight)
2 2.5

Moderate protein-calorie malnutrition

(weight for age 60-74% of standard)
1 1.3

Nutritional anemia 1 1.3

At least 1 of the above ND diagnoses 26 32.9

Underweight status 40 50.6

ND diagnosis prior to diagnosis of RTT 26 32.9

At least one ND and underweight status 23 29.1

Gastrostomy 19 24.1

Underweight status prior to diagnosis of RTT 17 21.5

ND AND underweight status prior to diagnosis of RTT 12 15.2

ND: Nutritional Deficiencies, RTT: Rett Syndrome

Figure 1. Number of individuals identified 

with ND by ICD-10 code and underweight 

status using BMI among the 43 individuals 

with RTT with Evidence of Either 

Condition.
ND by ICD -10 

Code

N = 26

Underweight 

status by BMI

N = 40

Only 

ICD-10

N = 3

Only BMI

N = 17
Both

N = 23

64.6%8.9%
1.3%

25.3%

Race

White Black

Asian Unknown

Table 1. Demographic Characteristics of 

VUMC RTT Patients
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