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A 30 years / female , Mrs.Devi , from Poondi, Dindigol admitted with complaints
of

Naosea and vomiting }
Abdominal pain for past ¢ days

H/0O Presenting illness:

Patient apparently normal before 8 years developed fever, abdominal pain,
vomiting for which she was admitted in a private hospital

Diagnosed with Right renal calculus with pyelonephritis

4

Right Nephrectomy done




Before 6 months she developed similar complaints for which she was admitted in a
private hospital, diagnosed as left upper oureteric calcoli with hydronephrosis

4

DJ Stenting done —, stones retrived —, stent removal done by 9/2017

4

Pt 12/2017 developed navsea and vomiting which is insidious onset , slowly
progressive, non-projectile, non-biliovus, not associated with food intake, more
doring the past foor days.

Associated with diffuse, non-colicky abdominal pain
h/o loss of weight / (oss of appetite +
h/o easy fatigoability +




No h/o fever

No h/o dysuria, oliguria, pyoria, hematoria

No h/o increased frequency of mictorition

No h/o swelling of (egs, abdominal distension, facial poffiness
No h/o hiccough, constipation, diarrhoea

No h/o pruritos , paraesthesia, restless legs

No h/o breathlessness, cough/expectoration

No h/o chest pain , palpitation, giddiness

No h/o visoal distorbances, head ache

No h/o weakness of limbs, sensory distorbances

No h/o involuntary movements, seizores, loss of conciousness

No h/o skin rashes, bleeding tendency, joint pain




Past history:

No h/o Hypertension, Diabetes, Tubercolosis, Heart Disease, €pilepsy, Bronchial
Asthma, Thyroid Disorder

No h/o other surgery, blood transfusion, drog allergy
Proper records not available for the procedores previously done

Personal history:

(Mixed diet

No specific addiction, sleep distorbance

Bladder and bowel habits normal




Family history:

Born as third child to

non- consanginious marriage

(Menstroal history:

(Menarche -13 yrs,

4/30 regolar menstroal cycles, normal flow




General examination:

Pt conscious
Comfortable at rest
Thinboilt, moderately noourished

Afebrile BP:120/70mm of Hg PR 110/ min
Hydration fair

Pallor +

Sp02: 96% in room alt JVp, ——

Anicteric
No cyanosis, clobbing

No pedal edema , significant ([ymphadenopathy




Suystemic examination:

Cus: SIS2 +
No mormor, no pericardial rob
RS: B/L NUBS +
No added sounds
P/A: Not distended,
Rt subcostal transverse scar +
Epigastric tenderness +
Lt renal angle tenderness +
No organomegaly, bowel sounds +
No abnormal broit/ venous hom

External genitalia normal, hernia orifices free




Provisional Diagnosis :

Right post-nephrectomy single Ridney statos
?Left renal calcoli- recorrence

Chronic Ridney disease / ureamic gastritis




Investigations done

" CBC: Hb- 5.7 gm
TC- 6700 cells/ co mm
DC- 67/26/7
platelet- .64 (aRhs cells / co mm
PCU-17% , €SR- 140 mm
" RBS: 17 mg%
" Srourea-128 mg % / Sr creatinine- 11.8 mg %
" LFT: WNCL, ALP: 54 O/L

" Orine routine: albomin- ++, sogar- ++, deposits- 2-6 pos cells




" Orine spot PCR : 17/ 148

" Viral markers : HIU/ HCU/HBsAg- non-reactive

" Blood grouping/ typing: B positive

" Orine coltore: scanty growth of staphylococcus avrevs

" Blood coltore: (tip coltore of rt 1JU catheter) no growth
" Srooric acid: 9.8 mg/dl ( 2.6-6),

" Srcalciom: 8.0 mg/dl (8.5-10.1), Sr Phosphate: 4.5 mg/dl
" Sr electrolytes: Na+: 130 meq/(

K+: 4.0 meq/(

Mg++: 2.lmeq/(

" Sr.total proteins:6 gm/dl(




Complete urine analysis:

Coloor

pH
Protein
Acetone
Sogar
Specific gravity
Bile pigments

Orobilinogen

yellow

5.0
+

++

1.025

normal

RBC ¢4-5
PUS cells 2-
EPITHELIAL cells 6-8

Cast nil
Bacteria nil

Nitrite -
Crystals NIL




Other investigations

" ECG: WNL
" OSG Abdomen & pelvis:

Acote on chronic Lt pyelonephritis with moltiple intra renal calcoli

Adenomyosis

" CT Abdomen & pelvis:

Rt Ridney- surgically absent

Lt Ridney- e/o diffuse hyperdensity noted along the cortical surface, e/o
moltiple intra-renal calcoli vpper , mid and (ower pole, pelvic calcoli

Impression : P/O Lt Nephrocalcinosis, Lt renal calcoli










Nephrocalcinosis

Hypercalcioria Hyperuricosoria

Hyperoxalaoria

S m— | — L

Enteric Renal hypercalcemic Non-hypercalcemic lexcret ion Tprodoct ion
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- . drogs eration
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Bowel resection/ i . Familial nyhan
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In view of

Recorrent renal calcoli,
Nephrocalcinosis,

Absence of hypokalemia,
Absence of hypercalcemia,
Absence of hypomagnesemia,

Orine pH 5.0
PRIMARY HYPEROXALURIA

was suspected and diagnostic work up done




Hyperoxaluria Diagnostic Algorithm

| Mormal Kidney Function Kidnay Inaufficiancy or Kidney Failure

= |ncreasaed sarunm creatinine with calcium

oxalate stones
= Calcium oxalate tisaus deposita

= Mephrocalcinocss

= Stonos or nephrocalsinosis in childbood

= Reczurrant calcivrm coxalate alorss or
nophrocaloinosis in adults

= Farnily hintary of prirnacy by parasaluria
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Opinion obtained

Orology opinion:
Lt ORS & DJS

Stones cooldn’t be retrived for analysis

Ophthalmology opinion:
BE KF ring +

BE€ fFoundos normal

Uascolar surgeon opinion:
Lt BC fistoula done

Uein biopsy: no e/o calcification or oxalate crystal deposition

24 hrs Orine Oxalate / Creatinine Ratio : 24.9/0.096 mg/g
259.3 mg/g (<32 mg/g)




RESOLTS

Fene [ Tre o Uarian t G0 S ity e (OO0 Ihheritan ce

AGXT(+) cHIUCT B LS

{ENSTOOO0D0307503) {p.Ser205Leu) hyperoxaluria recessive FPathogenic

ADDITIDNAL FINDINGS: NO UARIRNT(S) OF ONCERTAIN SIGNIFICANCE (UUS)
IDENTIFIED

Mo athervariantthat warrants to bereported was detected . Variations with high m inor allele frequencies which

Tupe Iprim ary Autosom al Likely

are Likely to be benign wil be given upon reguest.

VARIANT INTERPRETATION AND CLINICAL CORRELATION

Wariant description: & hom ozaygous m issense variation in exan 6 afthe AGXTgene (chr2:241 81 341 3C>T; Depth:
28x) that results in the amino acid substitution of Leucine for Serine at codaon 205 (p.Ser205Lleu;
ENSTOOODDI0?S03) was detected {Table). The observed variation lies in the am inotransferase class4/ dom ain of
the AGXT protein (23) and has previouslybeen reported in a patient affected with type Iprimary hyoeroxaluria
(24). The Ser205Leu variant has notbeen reported in the | 000 genomes and our internal databases and has a
minor allele frequency of 3.0008% in the €xAC database. The in sifico predictions” of the variant are probabily
damaging by PolyPhen-2 {Hum Div and Hum Var) and damaging by SIFT and MutationTaster2. The reference

codon isconserved across species.




PH I

D-Glycerate
Glycolate
reductase’ OH-pyruvate decarboxylase ¥ylitol (fructose)
OH-pyruvate

OH-pyruvate

roaryY = eema e

Aldehyde
Alanine glyoxylate dehydrogenase
anminotransferase

PH Il
Serine PHI Gilycolate é
Gilycine Pyruvate Alanine Gilycolale
e ) cleavage \-/ oxidase o}-:mwu mr‘:ﬂ muc.taf:f ]
XALOMNQ sz, NN = =
hvdroxy Alanine gl}fbx}dam PH I
methyl amﬁrm-transfemsa
transferase Glycine = — Elzmxyia’lﬂ
— E—kemg.l'uta.ral'a
D-Aming a.x.rdase Gilycolate aldolase
oaxidase '
4-0OH-2-ketoglutarate
Lactate

dehydrogenase \

OXALATE OH-L-Proline
D ‘—\
Armino amds !*1"\ ff:"'

— Ascorbate




Primary Hyperoxaluria | (PHI):
peroxisomal enzyme (AGT) deficiency in the liver
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PRESENTED FOR ITS RARITY

INCIDENCE: 1/120,000 LIVE BIRTH

PREVALENCE: -3 / 1,000,000 PEOPLE

PLAN:
COMBINED LIVER-KIDNEY TRANSPLANTATION
HD till definitive procedure

thank yoo!




