
Late presentation was a marker that patients either did not

have cellulitis or also had lymphoedema or eczema as a

comorbidity to LLC. Patients with LLC may be categorized into

two broad clinical groups: firstly, patients with straightforward

LLC that responds to antibiotics, and secondly, a complex

group of patients with comorbid lymphoedema and eczema in

whom the diagnosis and treatment of LLC are more challeng-

ing. This latter group may benefit from early specialist input.

It has been shown that a shared-care approach between pri-

mary and secondary care improved early and accurate diagno-

sis and the avoidance of prolonged antibiotics.7

The participants represented a population from a specialist

service who were likely to have more complex disease. There-

fore the results may have reflected the referral pattern to sec-

ondary care. The proportion of all patients in primary care

being treated for cellulitis and eventually found not to have

cellulitis remains unclear, so these findings are applicable to

secondary care. It would be useful to validate this study in a

prospective primary care cohort, where patients may present

more acutely. However, this analysis is clinically useful

because this subset presents a common diagnostic and man-

agement challenge. This analysis assumed a correct diagnosis

from the service. Experienced dermatologists may have used

the duration of symptoms to help reach a diagnosis of LLC or

other diagnoses. If validated diagnostic criteria are developed

for LLC these could be utilized in future studies.

In conclusion, patients with a shorter history of symptoms

were more likely to have LLC rather than other diagnoses. The

duration of symptoms may help predict a diagnosis of LLC.

Patients with complex LLC with comorbid lymphoedema or

eczema could be referred to specialist services earlier to reduce

prolonged courses of antibiotics with no clinical improve-

ment.
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Detection of genetic tumour predisposition
syndromes using electronic health records

DOI: 10.1111/bjd.19215

DEAR EDITOR, The restricted tumour repertoire of certain

genetic skin tumour syndromes, such as CYLD cutaneous

syndrome (CCS), is well recognized.1 Patients with CCS

develop multiple benign cylindromas and spiradenomas, a

presentation of skin appendageal tumours recognized to be

exclusively associated with loss of CYLD function.2 Conse-

quently, pathology coding records, which capture tumour-

level data, can be interrogated to detect patients who may

have undiagnosed CCS based on the presentation of multiple

CCS-specific tumours over time. We explored the feasibility

of this approach in a tertiary hospital serving a population of

3 million people, where a national genetic testing centre for

CCS was also based.

We interrogated the hospital pathology coding system,

using SNOMED codes and free-text searches to identify

patients with cutaneous cylindromas and spiradenomas pre-

senting over a 3-year period during which CYLD gene testing

data was available (2012–2015). Trichoepithelioma, seen in

some patients with CCS, was excluded, as the presentation of

multiple trichoepitheliomas may be associated with other

tumour syndromes such as naevoid basal cell carcinoma syn-

drome. During this period, 62 803 skin cases were identified,

of which 951 were appendageal tumours. Ninety-three cylin-

dromas, spiradenomas or tumours with histological features of

both were detected from 52 patients. We excluded patients

who presented with one tumour only (44 tumour specimens)

as these were more likely to be sporadic cases. We included

data for patients who had more than one tumour, or a combi-

nation of any of these lesions. This identified 14 patients with

49 tumour specimens. Electronic case note review was then

performed to determine whether these patients had undergone

CYLD testing according to the UK Gene Testing Network crite-

ria,3 or had been diagnosed on clinical grounds. The majority

(12 of 14 patients) had undergone dermatogenetic review and

gene testing and were confirmed to have CCS; however, two

did not appear to have a clinical diagnosis of CCS.
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Our data reveal several interesting observations. Firstly, skin

tumours that are strongly associated with specific gene disor-

ders can be used to detect respective patients with genetic

conditions from electronic health records. A related approach

has been described, where diagnostic coding data are refined

using multiple electronic records such as prescription data to

improve identification of patients with diabetes.4,5 Patients

with CCS in this series who had not been clinically diagnosed

stand to benefit from genetic testing, counselling and skin

surveillance. Secondly, the presence of associated tumours in

CCS such as salivary gland tumours6 and malignant transfor-

mation2 can be monitored.

The generalizability of this approach to other genetic disor-

ders beyond CCS, where cancer and skin appendageal tumours

may occur in combination, is important. Muir–Torre syndrome,

where sebaceous carcinoma and bowel cancer develop, Birt–
Hogg–Dub�e syndrome, where trichodiscomas and renal cell

carcinoma present, and Reed syndrome, where leiomyomas and

renal cell carcinoma present, are pertinent examples. In these

conditions, screening for malignancy could be initiated in rele-

vant individuals, and in the case of Muir–Torre syndrome

chemoprevention with aspirin can reduce cancer risk.7

Recently in the UK, national registration has been initiated for

skin cancer.8 As we transition to a digital health service, it is

conceivable that all skin pathology cases will be searchable,

including skin appendageal tumours. We propose that the appli-

cation of filtering algorithms could be applied to increasingly

comprehensive electronic health records, allowing patients with

an underlying genetic condition to be detected. Limitations of

this proof-of-principle study are that some patients with CCS

will have only one biopsy at the time of study, and typographi-

cal errors in free-text coding can result in omission of patients.

Our method found that most patients with potential CCS identi-

fied from electronic pathology records during this interval had a

confirmed diagnosis of CCS. Future studies, as genetic testing

for CCS becomes established as a standard of care, should also

investigate the number of patients with a confirmed diagnosis of

CCS who are not identified using our method in the electronic

pathology records. Nonetheless, these data are relevant, at a time

when artificial-intelligence-based analysis of large datasets such

as national cancer registries is underway.

The ability to detect any potential genetic disease by proxy

methods raises issues regarding consent, similarly to those

raised in the context of conventional genetic testing. Public per-

ception of genetic testing is changing, and patient group

engagement will be important in guiding how such algorithms

may be acted upon when they detect a patient with a genetic

predisposition. For example, it may involve notification only

when a helpful intervention is possible. It would be beneficial

to conduct qualitative interviews in individuals with conditions

such as CCS to capture their perceptions of the risks and bene-

fits of being diagnosed in this manner. Patients have the right

not to know about a genetic diagnosis, yet some may consider

it a failing of a digital healthcare system if data point to a

genetic diagnosis where screening or chemoprevention is possi-

ble, and yet no action is taken. We highlight that electronic

health records are a rich resource, and continue to offer new

facets that can impact on patient care.
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The prevalence of hidradenitis suppurativa is
shown by the Secure Anonymised Information
Linkage (SAIL) Databank to be one per cent of
the population of Wales

DOI: 10.1111/bjd.19210

DEAR EDITOR, Hidradenitis suppurativa (HS) is a chronic inflam-

matory skin disease with multiple inflammatory skin lesions
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