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Supplementary table 1 List of specific clinical findings related to and/or indicating inherited ichthyosis
	


		Side 1 af 22
	Cicatricial Alopecia

	Collodion membrane

	Ectropion

	Atopic dermatitis 

	Erosions

	Hypohidrosis

	Constriction bands

	Flexural contractures

	Islands of normal skin in the scaling

	Synecchia of the digits 

	Bullae

	Eclabium

	Eczema 

	Exfoliation 

	Erythrodermia 

	Itch 

	Contractures

	Palmoplantar keratodermia

	Wide nasal ridge 

	Improvement of dryness during summer


Notes: The list was chosen as representative presentation for the wide range of specific subtypes of congenital ichthyosis by review of the latest consensus report. No single manifestation is pathognomonic but must be viewed in light of other clinical and paraclinical findings.
Supplementary table 2 Number (%) of patients identified by ICD-10 codes who had medical records available for validation, overall, and by hospital and calendar period of diagnosis
	Calendar year
	Department
	Total (%)

	
	Aarhus 
	Bispebjerg 
	Herning 
	

	Before 2001
	36/37 (97.3%)
	0/17 (0%)
	3/3 (100%)
	39/57 (68.4%)

	2001-2008
	56/56 (100%)
	32/33 (96.7%)
	9/11 (81.8%)
	97/100 (97%)

	2009-2015
	95/95 (99.0%)
	17/17 (100%)
	5/5 (100%)
	117/118 (99.2%)

	Total
	187/189 (98.9%)
	49/67 (73.1%)
	17/19 (89.5%)
	253/275 (92.0%)



Supplementary table 3 Demographic characteristics between validated population from Aarhus and Bispebjerg dermatological departments and the distribution of the diagnosis code systems (ICD-8, ICD-10 and SNOMED), sex and median age at diagnosis. 
	
	Aarhus department, n (%)
	Bispebjerg department, n (%)

	Total
	233
	51

	Female
	87 (37.3 %)
	24 (47.1 %)

	Median age at diagnosis (IQR), years
	15 (4-44)
	34 (6-43)

	Coding system for diagnosis
	
	

	ICD-8
	34 (14.6 %)
	1 (2.0 %)

	ICD-10
	187 (80.3 %)
	49 (96.1 %)

	SNOMED
	12 (5.2 %)
	1 (2.0 %)


Summary of finding: Noticeably lower proportion of ICD-8 records from Bispebjerg Hospital.


Supplementary table 4 Characteristics for the ICD-10 coded populations at the two specialized dermatological departments
	ICD-10 codes
	Aarhus department, n (%)
	Bispebjerg department, n (%)

	Total
	187 (100%)
	49 (100%)

	Sex
	
	

	· Males
	115 (61.5%)
	26 (53.1%)

	· Females
	72 (38.5%)
	23 (46.9%)

	Age at diagnosis
	
	

	· <1
	28 (15.0%)
	9 (18.4%)

	· 1-5
	36 (19.3%)
	3 (6.1%)

	· 6-15
	40 (21.4%)
	6 (12.2%)

	· 16-64
	66 (35.3%)
	23 (46.9%)

	· >64
	17 (9.1%)
	8 (13.3%)

	Calendar year
	
	

	· Before 2001
	36 (19.3%)
	0 (0.0%)

	· 2001-2008
	56 (30.0%)
	32 (65.3%)

	· 2009-2015
	95 (50.8%)
	17 (34.7%)

	Type of diagnosis
	
	

	· Primary
	121 (64.7%)
	43 (87.8%)

	· Secondary
	66 (35.3%)
	6 (12.4%)

	Patient type
	
	

	· Outpatient
	174 (93.1%)
	47 (95.9%)

	· Admitted
	13 (6.9%)
	2 (4.1%)





Supplementary table 5 PPVs (95% confidence intervals) observed at the two dermatological departments, overall and by characteristics
	Characteristics
	Aarhus
	Bispebjerg

	
	n
	PPV 
	n
	PPV 

	Total
	187
	84.0 (78.9-88.5)
	49
	63.3 (49.3-75.3)

	Sex
	
	
	
	

	· Males
	115
	83.5 (75.6-89.2)
	26
	69.2 (50.2-84.2)

	· Females
	72
	84.7 (74.6-91.2)
	23
	56.5 (36.5-75.0)

	Age at diagnosis
	
	
	
	

	· <1
	28
	96.4 (84.5-99.6)
	9
	88.9 (58.6-98.8)

	· 1-5
	36
	91.7 (79.4-97.6)
	3
	66.7 (17.7-96.1)

	· 6-15
	40
	92.5 (80.1-97.4)
	6
	66.7 (28.6-92.3)

	· 16-64
	66
	78.8 (67.5-86.9)
	23
	52.2 (32.5-71.3)

	· >64
	17
	47.1 (25.4-69.7)
	8
	62.5 (29.5-88.1)

	Calendar year
	
	
	
	

	· Before 2001
	36
	77.8 (62.4-88.9)
	0
	-

	· 2001-2008
	56
	76.8 (64.2-85.9)
	32
	65.6 (48.4-80.2)

	· 2009-2015
	95
	90.5 (82.3-94.9)
	17
	58.8 (35.6-79.3)

	Type of diagnosis
	
	
	
	

	· Primary
	121
	84.3 (76.7-89.7)
	43
	65.1 (50.2-77.6)

	· Secondary
	66
	83.3 (72.6-90.4)
	6
	50.0 (16.7-83.3)

	Patient type
	
	
	
	

	· Outpatient
	174
	83.9 (77.7-88.6)
	47
	61.7 (47.4-74.2)

	· Admitted
	13
	84.6 (59.1-96.7)
	2
	100 (33.3-100)


Abbreviation: PPV, positive predictive value.  
[bookmark: _Toc481318797][bookmark: _GoBack]Supplementary table 6 Distribution of specific ICD-10 inherited ichthyosis diagnoses in the Danish National Patient Registry and following validation and corresponding positive predictive values (PPV) with 95% confidence intervals (CIs) for complete ICD-10 code agreement
	ICD-10 diagnosis based on review of the medical record (reference standard)
	ICD-10 Ichthyosis diagnosis registered in the Danish National Patient Registry

	
	Ichthyosis vulgaris (Q80.0)
	X-linked Ichthyosis (Q80.1)
	Lamellar Ichthyosis (Q80.2)
	Non-bullous ichthyosiform erythroderma (Q80.3)
	Harlequin Ichthyosis (Q80.4)
	Other Congenital Ichthyosis (Q80.8)
	Sjögren-Larsson’s syndrome (Q80.8A)
	Ichthyosis hystrix (Q80.8B)
	Ichthyosis circumflexa (Q80.8C)
	Congenital ichthyosis, unspecified (Q80.9)

	Ichthyosis vulgaris (Q80.0)
	109
	0
	1
	0
	0
	0
	0
	0
	0
	16

	X-linked Ichthyosis (Q80.1)
	3
	28
	1
	0
	0
	0
	0
	0
	0
	5

	Lamellar Ichthyosis (Q80.2)
	3
	0
	6
	0
	0
	3
	0
	0
	0
	6

	Non-bullous ichthyosiform erythroderma (Q80.3)
	0
	0
	0
	2
	0
	0
	0
	0
	0
	0

	Harlequin Ichthyosis (Q80.4)
	0
	0
	0
	0
	0
	0
	0
	0
	0
	0

	Other congenital Ichthyosis (Q80.8)
	0
	0
	1
	1
	0
	0
	0
	0
	0
	1

	Sjögren-Larsson’s syndrome (Q80.8A)
	0
	0
	0
	0
	0
	0
	0
	0
	0
	0

	Ichthyosis hystrix (Q80.8B)
	0
	0
	0
	0
	0
	0
	0
	0
	0
	0

	Ichthyosis circumflexa (Q80.8C)
	0
	0
	0
	0
	0
	0
	0
	0
	0
	0

	Congenital Ichthyosis, unspecified (Q80.9)
	0
	0
	0
	0
	0
	0
	0
	0
	0
	0

	Other diagnosis
	21
	2
	5
	2
	1
	3
	6
	1
	2
	25

	Total number sought validated
	136
	30
	14
	5
	1
	6
	6
	1
	2
	53

	PPV (95% CI) 
	80.1 (72.7; 86.0)
	96.6 (85.0; 99.6)
	42.9 (20.3; 68.1)
	40.0 (9.4; 79.1)
	0.0 (0.0; 85.3)
	0.0 (0.0; 33.0)
	0.0 (0.0; 33.0)
	0.0 (0.0; 85.3)
	0.0 (0.0; 66.7)
	–



