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A Vietnamese case of dyskeratosis congenita
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Sir,

Dyskeratosis congenita (DC) is an inherited bone
marrow failure (BMF) syndrome characterized by
abnormal skin pigmentation, nail dystrophy, oral
leukoplakia, and cancer predisposition, with increased
risk of squamous cell carcinoma and hematolymphoid
neoplasms. This is a rare disease with an estimated
annual incidence of < 1 in 1 million [1]. To the best of
our knowledge, there is no report of DC in Vietnam in
PubMed or Vietnamese Dermatology literature. Here,
we report a case of DC in a Vietnamese man with the
classic triad of signs.

A 22-year-old Vietnamese man presented to our hospital
with hyperpigmentation and nail dystrophy. The patient
had no history of alcoholism, smoking, chewing tobacco,
or chronic drug use. He had white and thickened patches
in the mouth since birth but had noticed asymptomatic
skin pigmentation all over the body, predominantly on the
chest, trunk, and arms since 10 years of age. In addition,
he had noticed nail deformity when he was 15 years old.
Although his sister had no abnormal skin pigmentation or
nail dystrophy, his cousin (maternal side) had similar skin
symptoms, including hyperpigmentation, nail dystrophy,
and leukoplakia.

Clinical examination revealed fine, reticular, grey-brown
pigmentation over the whole body, particularly on
the neck, chest, arms, and thighs (Fig. 1a). All of the
patients nails exhibited dystrophy (Fig. 1b). Leukoplakia
was present on the tongue (Fig. lc). He also had
epiphora and hyperhidrosis. Blood pressure and body
temperature were within normal ranges. Chest X-ray
and abdominal ultrasound revealed no abnormality.

Laboratory examination found a normal white blood cell
count (6,350/ul.) with 69.9% neutrophils (4,400/uL.).
However, alow red blood cell count (3,120,000/uL), alow
level of hemoglobin (116 g/L.), and a low platelet count
(38,000/ul.) were detected. In addition, bone marrow
histology further supported BMF. Histopathology of a
skin biopsy obtained from the lesion with pigmentation
revealed no abnormal findings, with an increasing
amount of melanin and number of melanocytes within
the epidermis. However, melanophages and perivascular
lymphocytic infiltrates were detected within the
dermis (Fig. 1d). We diagnosed DC and the patient
has been advised to follow-up every 3 months with a
dermatologist and hematologist.

DC is characterized by a triad of nail dystrophy, skin
pigmentation, and leukoplakia. It can be associated with
BME as presented in this case. The skin pigmentation
and nail changes usually appear first, before the age of
10 years, and then BMF often develops before the age
of 20 years, which was similar to our case [2]. Because
a higher prevalence is found in men than in women,
with a ratio of 13:1 reported for DC [3], X-linked
recessive conditions are suggested to be related to
the pathogenesis of this disease. Considering that the
patient’s cousin had a similar clinical appearance, we
should still take the genetic background into account
In our case.

Many studies have demonstrated that DC is principally
a disease of defective telomere maintenance [1,4]. DC
patients normally have very short telomeres, which
could be related to the fact that some DC patients are
reported to have mutations in different genes encoding
components of the telomerase complex [2,4,5]. Previous
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Figure 1: Clinical manifestations and histopathology of the patient.
(a) Reticular, grey brown pigmentation on the neck and chest.
(b) Nail dystrophy. (c) Oral leukoplakia. (d) Skin histopathology
shows increased melanin and melanocytes in the epidermis and
melanophages and perivascular lymphocytic infiltrate in the dermis.

electron microscopy studies revealed that cells isolated
from DC patients have an embryonic immature nucleus,
which could induce malignant transformation [6].
Cancer usually develops after the third decade; the
most frequent solid malignancies are head and neck
squamous cell carcinomas [7]. Although we have not
detected any malignant changes, we need to follow-up
with this first case of DC in Vietnam regularly.
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CONSENT

The examination of the patient was conducted
according to the Declaration of Helsinki principles.

REFERENCES

1. Fernandez Garcia MS, Teruya-Feldstein J. The diagnosis and
treatment of dyskeratosis congenita: a review. ] Blood Med.
2014;5:157-67.

2. Walne AJ, Dokal I. Advances in the understanding of dyskeratosis
congenita. Br ] Haematol, 2009;145:164-72.

3. Sinha S, Trivedi V, Krishna A, Rao N. Dyskeratosis
congenita- management and review of complications: a case report.
Oman Med J. 2013;28:281-4.

4. Alter BP, Rosenberg PS, Giri N, Baerlocher GM, Lansdorp PM,
Savage SA. Telomere length is associated with disease severity
and declines with age in dyskeratosis congenita. Haematologica.
2012;97:353-9.

5. Tiwary AK, Mishra DK. Jadassohn Lewandowsky syndrome: Type
1 pachyonychia congenita. Our Dermatol Online. 2017;8:56-9.

6. Ray JG, Swain N, Ghosh R, Richa, Pattanayak Mohanty S.
Dyskeratosis congenita with malignant transformation. BMJ Case
Rep. 2011;2011. pii: ber0320102848.

7. Dokal I, Vulliamy T, Mason P, Bessler M. Clinical utility gene card
for: dyskeratosis congenita. Eur ] Hum Genet. 2011;11(19).

Copyright by Phuong Hoang Thi, et al. This is an open access article
distributed under the terms of the Creative Commons Attribution License,
which permits unrestricted use, distribution, and reproduction in any
medium, provided the original author and source are credited.

Source of Support: Nil, Conflict of Interest: None declared.

332




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /All
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Warning
  /CompatibilityLevel 1.4
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJDFFile false
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.0000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile ()
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /Description <<
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000500044004600206587686353ef901a8fc7684c976262535370673a548c002000700072006f006f00660065007200208fdb884c9ad88d2891cf62535370300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef653ef5728684c9762537088686a5f548c002000700072006f006f00660065007200204e0a73725f979ad854c18cea7684521753706548679c300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /DAN <>
    /DEU <>
    /ESP <>
    /FRA <>
    /ITA <>
    /JPN <>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020b370c2a4d06cd0d10020d504b9b0d1300020bc0f0020ad50c815ae30c5d0c11c0020ace0d488c9c8b85c0020c778c1c4d560002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken voor kwaliteitsafdrukken op desktopprinters en proofers. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /PTB <>
    /SUO <>
    /SVE <>
    /ENU (Use these settings to create Adobe PDF documents for quality printing on desktop printers and proofers.  Created PDF documents can be opened with Acrobat and Adobe Reader 5.0 and later.)
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /NoConversion
      /DestinationProfileName ()
      /DestinationProfileSelector /NA
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure true
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles true
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /NA
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /LeaveUntagged
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [612.000 792.000]
>> setpagedevice


