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J Clin Lipidol. May-Jun 2020;14(3):346-351.€9.
doi: 10.1016/.jacl.2020.03.002. Epub 2020 Mar 24.
A catalog of the pathogenic mutations of LDL receptor gene in Japanese familial hypercholesterole
mia
Hayato Tadal, Mika Hori2, Akihiro Nomural, Kazuyoshi Hosomichi 3, Atsushi Nohara 4, Masa-Aki Ka
washiri 5, Mariko Harada-Shiba 2
Affiliations expand

e PMID: 32331935

e DOI: 10.1016/].jacl.2020.03.002
Abstract
Background: Little data exist on the pathogenic mutations of LDL receptor in Japanese familial hy
percholesterolemia (FH).
Objective: We aimed to catalog the pathogenic mutations of LDL receptor gene in the 2 major Jap
anese FH-care centers (Kanazawa University and National Cerebral and Cardiovascular Center Re
search Institute), where genetic testing of FH has been performed centrally on requests from instit
utes all over Japan during more than past 2 decades.
Methods: 796 FH subjects from 472 families who had nonsynonymous mutations in LDL receptor g
ene were included in this study. Genetic mutations were analyzed for mutations by Sanger sequen
cing as well as by multiplex ligation probe dependent amplification technique for large rearrangem
ents. Pathogenic mutations were defined either as 1) protein truncated variants, 2) registered as p
athogenic in ClinVar, or Human Gene Mutation Database (HGMD), or meet the criteria of Americ
an College of Medical Genetics and Genomics guideline, or 3) CADD score > 10.
Results: We found 138 different mutations. Among them, 132 mutations were considered as pathog
enic, including 19 large rearrangement mutations. However, 6 missense mutations were classified a
s variants of unknown significance. A single mutation accounted for as much as 41% of the FH su
bjects recruited from Kanazawa University mainly due to founder gene effect, whereas many single
ton mutations were found from National Cerebral and Cardiovascular Center Research Institute loc
ated in Osaka.
Conclusions: We provided the largest catalog of pathogenic mutations of LDL receptor gene in Japa
nese FH. This could aid to determine the pathogenicity of the LDL receptor genetic mutations not
only in Japanese but also in other ethnicities.
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Clin Chim Acta. 2022 May 1;530:39-44.

doi: 10.1016/j.cca.2022.02.021. Epub 2022 Mar 4.

Clinical and genetic features of sitosterolemia in Japan

Hayato Tada 1, Nobuko Kojima 2, Kan Yamagami 2, Masayuki Takamura 2, Masa-Aki Kawashiri 2

Abstract

Background and aim: Clinical manifestations and genetic backgrounds of Japanese patients
with sitosterolemia have been unclear.

Materials and methods: We searched PubMed for studies using the keywords "sitosterolemia"
or "phytosterolemia” and "Japan". Moreover, we added information from the members of the
Committee on Primary Dyslipidemia under the Research Program on Rare and Intractable
Disease of the Ministry of Health, Labour and Welfare (MHLW) of Japan.

Results: We identified 36 patients with sitosterolemia caused by biallelic pathogenic mutations
in the ATP-binding cassette subfamily G member 5 (ABCG5) or ATP-binding cassette subfamily
G member 8 (ABCG8) from 31 families in Japan. The diagnosed age ranged from 0 to 64 years
(median 13 years). The median sitosterol and LDL cholesterol levels were 100 pg/ml (IQR: 50-
183), and 193 mg/dl (IQR: 108-295), respectively. All the patients exhibited cutaneous and/or
tendon xanthomas, up to 9 (25%) patients exhibited premature coronary artery disease, 5 (16%)
patients exhibited arthritis, and 8 (22%) patients exhibited blood abnormalities. Ezetimibe was
administered to all the patients, including infantile cases, while statins, colestimide, evolocumab,
probucol, and LDL apheresis were also used.

Conclusion: We are providing a demographic overview of the clinical and genetic backgrounds
of Japanese patients with sitosterolemia.

43


https://pubmed.ncbi.nlm.nih.gov/?sort=date&term=Tada+H&cauthor_id=35248527
https://pubmed.ncbi.nlm.nih.gov/35248527/#affiliation-1
https://pubmed.ncbi.nlm.nih.gov/?sort=date&term=Kojima+N&cauthor_id=35248527
https://pubmed.ncbi.nlm.nih.gov/35248527/#affiliation-2
https://pubmed.ncbi.nlm.nih.gov/?sort=date&term=Yamagami+K&cauthor_id=35248527
https://pubmed.ncbi.nlm.nih.gov/35248527/#affiliation-2
https://pubmed.ncbi.nlm.nih.gov/?sort=date&term=Takamura+M&cauthor_id=35248527
https://pubmed.ncbi.nlm.nih.gov/35248527/#affiliation-2
https://pubmed.ncbi.nlm.nih.gov/?sort=date&term=Kawashiri+MA&cauthor_id=35248527
https://pubmed.ncbi.nlm.nih.gov/35248527/#affiliation-2

Bhla 245 ) MR X DFEER 2 VAT v — VIVESFREMEERICET 2 RERE
J Clin Lipidol. 2022 Mar-Apr;16(2):167-172.
doi: 10.1016/j.jacl.2022.01.007. Epub 2022 Jan 21.

Identification of a novel large duplication (exon2_ 6dup): copy number variation in the LDLR
gene in a large family with familial hypercholesterolemia by whole-genome sequencing

Mika Hori 1, Atsushi Takahashi 2, Kiminori Hosoda 3, Mariko Harada-Shiba 4
Affiliations expand

Abstract

Background: We found a large family with familial hypercholesterolemia (FH) that included 7
siblings who all developed myocardial infarction.

Objective: The aim of this study was to identify the pathogenic gene underlying FH in the
family.

Methods: Whole-genome sequencing (WGS) was performed in 12 affected and 10 unaffected
individuals in the family.

Results: WGS identified a novel large duplication: copy number variation (CNV) in the LDLR
gene, exon2_6dup (c.68-499_940+252dup), that was present in the 12 affected family members
but not in any of the 10 unaffected family members. The exact extent and genomic breakpoint
sequence of the duplication caused by nonallelic homologous recombination between Alu
sequences were identified based on bioinformatic analysis of WGS data for the LDLR gene.

Conclusions: A novel c.68-499_940+252dup variant in the LDLR gene was identified based on
bioinformatic analysis of WGS data. WGS is a powerful tool that can be used to precisely
identify CNVs in addition to small-scale variations in FH-related genes.
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A teenager boy with a novel variant of Sitosterolemia presented with pancytopenia

Veysel Gok1, Hayato Tadaz2, Muhammet Ensar Dogan3, Ummi Alakus Sari4, Kibra Aslans, Alper
Ozcan 8, Ebru Yilmaz 7, Fatih Kardas 8, Musa Karakukcu ¢, Halit Canatan 10, Cigdem Karakukcu 11, Munis
Dundar 12, Akihiro Inazu 3, Ekrem Unal 14

Abstract

Background: Sitosterolemia, also known as phytosterolemia, results from increased intestinal
absorption of plant sterols and decreased intestinal and biliary excretion of sterols, resulting in
increased levels of plant sterols in the plasma. The most common symptoms include
xanthomas, premature atherosclerosis, hemolytic anemia and macrothrombocytopenia,
however delayed diagnosis or misdiagnosis also occur.

Patient and methods: Clinical exome sequencing was performed on a 10-year-old boy whom
we followed up with signs of pancytopenia accompanied by macrothrombocytopenia and
stomatocytosis. In addition, the blood sterol levels of the patient and his family were studied.

Results: A novel homozygous ¢.904 + 5G > C intronic variant was detected in ABCG5 gene in
index case. The mother and father were identified as carriers. The blood plant sterol levels of the
patient and his family were studied, and the levels in the patient confirmed Sitosterolemia.
Sitosterol levels decreased dramatically with restricted diet and ezetimibe treatment.

Conclusion: In children, signs of Sitosterolemia may be subtle and the only symptom may be
hematological. Therefore, Sitosterolemia should be kept in mind in children with stomatocytosis
and macrothrombocytopenia.
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Homozygous familial lipoprotein lipase deficiency without obvious coronary artery stenosis

Takuya Minamizuka 1, Junji Kobayashi 2, Hayato Tada 3, Masaya Koshizaka 1, Yoshiro
Maezawa 1, Koutaro Yokote !

Abstract

The prevalence of familial lipoprotein lipase deficiency (LPLD) is approximately one in 1,000,000
in the general population. There are conflicting reports on whether or not LPLD is atherogenic.
We conducted coronary computed tomographic (CT) angiography on two patients in their 70 s
who had genetically confirmed LPLD. Patient 1 was a 73 year old woman with a body mass
index (BMI) of 27.5 kg/m2, no history of diabetes mellitus and no history of drinking alcohol or
smoking. At the time of her first visit, her serum total cholesterol, triglycerides and high-density
lipoprotein cholesterol levels were 4.8 mmol/L, 17.3 mmol/L, and 0.5 mmol/L, respectively. She
was treated with a lipid-restricted diet and fibrate but her serum TG levels remained extremely
high. Next-generation sequencing analysis revealed a missense mutation (homo) in the LPL
gene, c.662T>C (p. 11e221Thr), leading to the diagnosis of homozygous familial LPL deficiency
(LPLD). Patient 2 was another 73- year- old woman. She also had marked hypertriglyceridemia
with no history of diabetes mellitus, drinking alcohol, or smoking. Previous genetic studies
showed she had a nonsense mutation (homozygous) in the LPL gene, c.1277G>A (p.Trp409Ter).
To clarify the degree of coronary artery stenosis in these two cases, we conducted coronary CT
angiography and found that no coronary artery stenosis in either the right or left coronary
arteries. Based on the findings in these two elderly women along with previous reports on
patients in their 60 s with LPLD and hypertriglyceridemia, we suggest that LPLD may not be
associated with the development or progression of coronary artery disease.
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182) BHHEFE MAKETDURDDL BRBEELOEFEERE .- URIVORHARR LB AR
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EZ2EBRE-2MES (2023 F 7 A 8 H—9 B:F4HE)

183) MHEFH.BATE. ZE)F— BERER. NKEF. 58ZE. ZHEAN . FIKEE F: il
THU/MR FH RV—=UJ BAEIREILF S FH EER-RREEEEEEEFRETHITI.
FH awareness day 37 —(2023 &£ 10 A 29 B : 5%2)

184) [MIBEEF T8 MITEEFBTEBO B A BEZH CEIREILZIAC 1 (TRAMBE: Bk
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185) RBEREF . EERANOCDRBREZEH CEIREL P - £ EFZTERMISEGRBETI
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186) Masatsune Ogura, Mariko Harada—Shiba. Low—density lipoprotein—triglycerides (LDL-TG) in
familial hypercholesterolemia (FH): its metabolism and clinical significance. £ 87 [Bl H A {EIREZRF
=2 firEE £ (#2[f) . Oral presentation (English) session, 2023 £ 3 B 11 H.
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and its Clinical Significance. KSoLA-JAS FH Joint Symposium. 2023 £ 7 B 7 B (F&'&E)

189) /NEIEE.FH OHEREEBELTOALRTIILIRATIVERER (MY — LK) /N—E
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TEHLEMES W BERBEHKT —ARET,1,.2023 £78 8 H (FHE)

190) Masatsune Ogura, Factors associated with coronary artery disease risk
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191) MEEE. RKEEEILATAO—/LMEBREDEWNZHE, /DMNEEAD FH BROEEIZDOLY
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TIRUD T—%4< 3y 2023 July 14, 2023 (BEIR)
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ALATA—)LIEAZ/N—S LR —ZUF |23 HEHtZF— Oct 17, 2023 (web)
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2021 (HFI3 & 1 B 1 BHF1T):6-11, 2021
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33) BARMA EmMEMEEICHTIEYERE KHEMEIC Question. fEIRIFZEIVT)—
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59) MEWSEERH. MEEE TERIKAZEMT S V7 IILERARZEORESE (203> 011, 052,
073, 086, 105) F;LE. 2023.2
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10) Dobashi K.: Changes in Serum Cholesterol in Childhood and its Tracking to Adulthood. J
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1) RHIEF IEFZHA. ILXER.Z)IVEZ. IHE. RIFHE, TERERL. RERZ. BHERE.
& FF KEB. Familial LCAT deficiency and its treatment by Genetically Modified Adipocytes,
GMAC. ¥ 62 AIRAEXRBEEFSFMESR 2021 11. 4-6. B EHE

2) FHMED. AEEH. EHEE,. FAER. €FOLY. BEEEL. KB F, EGIEHE. Nk
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3) HUREET HHEE BEEEEHRD 8 KR F 35 B/NRIEEMES (2021 £ 11 A
19-20 B (Web Bff&))

4) F 54 A HABIEILEREMRE SURDDL 4 REGIEEREEMETRTITRAME 175
DTELHZEME2H BEERBET—RR3T1 ERE BHC.HiREET

5) HUREEF EIEICRITIRFEBEREEDERFLER  EFERFEMEEEREENR
MOFEEEZTORE, BEREARIURI DL, 1B1FEE, 202244988 H, BE

6) =HHZE: BEEBENRETEIEZFTIRINOMSH. HDL-OLRTA—ILEESHED H.
5% 22 EARIEILZ BT 7+ —7L, Web B (2/6), 5 22 REARBEIEHRBT I+—3LTAT S L
WERER: 8, 2022
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HIRIZHF UV EBAZE HDL-C MAiEF KL T-fEf. 55 32 [B] ERERAI5 i XE# Update. 2022.11.11-
12 H. ®E.

10) Kuroda M, Aso M, Yamamoto TT, Wada J, Ishikawa K, Maezawa Y, Teramoto N, Kubota Y, Tawada
A, Aoyagi Y, Asada S, Kirinashizawa M, Onitake A, Matsuura Y, Yasunaga K, Konno S, Nishino K,
Yamamoto M, Miyoshi J, Kobayashi N, Tanio M, lkeuchi T, Igari H, Mitsukawa N , Hanaoka H, Saito
Y, Yokote K. Sustained LCAT replacement in patient with familial LCAT deficiency in clinical trial
of ex vivo gene/cell therapy using autologous preadipocytes. (Oral presentation) ESGCT 30TH
ANNUAL CONGRESS. 2023.10.24-27. Brussels. Belgium.

1) BHIES, A)IH. AEEM. IREZE. EESZ. Z)IEZ2. KRR F. ILKXER. REHRZ.
TEERELC. BkE. MFESEAEL. RIEM LCAT RIEBEZ X R ELT: ex vivo IR E L FAE
O first in human X8R, % 29 BIA K EGEFHARZERFMERTL ) —tviar. 2023.9.
11-13. KR

12) RHE= B)I#H. rEEM. FIRE, ILAES. MEHRE, TERAEKC. BHER. EF FAH.
LCAT-GMAC DRBHEIZ XD RKIEM LCAT RIBIEZ X R ELT= First in human ERIRERER. 55 52 [A]
BABIRELER R -FMERIURID L 9.2023. 7. 8-9. FHE

13) Aso M, Yamamoto TT, Kuroda M, Wada J, Kubota Y, Ishikawa K, Maezawa Y, Teramoto N, Tawada
A, Asada S, Aovyagi Y, Kirinashizawa M, Onitake A, Matsuura Y, Yasunaga K, Konno S, Nishino K,
Yamamoto M, Miyoshi J, Kobayashi N, Tanio M, lkeuchi T, Igari H, Mitsukawa N, Hanaoka H, Yokote
K, Saito Y. One and Done Gene and Cell Therapy for Familial LCAT Deficiency Using LCAT Gene
Transduced Human Adipocytes. The American Society of Gene & Cell Therapy (ASGCT), 26th
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BERBEMENRTVIE 2 R, 5 1 E Ex vivo BIGTFAK. 5 3 &. BHHBREENET
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1) Masayuki Kuroda, Hideaki Bujo, Koutaro Yokote, Takeyoshi Murano, Takashi Yamaguchi,
Masatsune Ogura, Katsunori Ikewaki, Masahiro Koseki, Yasuo Takeuchi, Atsuko Nakatsuka, Mika
Hori, Kota Matsuki, Takashi Miida, Shinji Yokoyama, Jun Wada, Mariko Harada—Shiba.Current
Status of Familial LCAT Deficiency in Japan: J Atheroscler Thromb 2021 Jul 1;28(7):679-691.

2) Tada H, Kurashina T, Ogura M, Takegami M, Miyamoto Y, Arai H, Harada—Shiba M and Ishibashi S.
Prospective Registry Study of Primary Dyslipidemia (PROLIPID): Rationale and Study Design. J
Atheroscler Thromb. 2022;29:953-969.

3) Aso M, Yamamoto TT, Kuroda M, Wada J, Kubota Y, Ishikawa K, Maezawa Y, Teramoto N,
Tawada A, Asada S, Aovyagi Y, Kirinashizawa M, Onitake A, Matsuura Y, Yasunaga K, Konno S,
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4) Kuroda M, Hori M, Maezawa Y, Kubota Y, Mitsukawa N, Shiko Y, Ozawa Y, Kawasaki Y, Saito Y,
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5) Komatsu T, Katsurada Y, Miyashita K, Abe S, Nishida T, Endo Y, Teramoto M, Sasaki K, Arakawa
J, Sasaki M, Suzuki N, Kuwata K, Imakiire T, Miyake T, Sakurada M, Matsukuma S|, Hirano T,
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1) Satoru Takase, Hiroyuki Ishiura, Masaki Tanaka, Sachiko Okazaki, Mikio Takanashi, Chengcheng
Li, Jingxuan Shi, Yoko lizuka, Jun Mitsui, Shoji Tsuji, Takashi Kadowaki, Toshimasa Yamauchi,
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BRIE(LF RS Oct 23-24, 2021 (FER)
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print.

3) Yamada Y, Sugi K, Gatate Y, Senbonmatsu T, Inoue I, Fukushima K, Iguchi A, Nakajima H,
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4) Tada H, Kurashina T, Ogura M, Takegami M, Miyamoto Y, Arai H, Harada—Shiba M and Ishibashi S.
Prospective Registry Study of Primary Dyslipidemia (PROLIPID): Rationale and Study Design. J
Atheroscler Thromb. 2022;29:953-969.

5) Tada H, Kojima N, Yamagami K, Takamura M, Kawashiri MA. Clinical and genetic features of
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Masatsune Ogura. Cholesterol Efflux Capacity: Its Clinical Significance and Unresolved Issues to

be Overcome. International Congress on Lipids and Atherosclerosis 2023, Keynote Lecture 2,
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ZHEAN EEFBHFEREEME#H A EER RN EEE AR EEEEEERNENRI
DOEYFHAIZDNT FH Awareness Day 37 —2023 Oct 29, 2023 (&)

(FN3TER0)

1)

EGER . TREEREE—= 16 M, EHL JLXTR—/LIMfE] S BEOGEEES 2022
Fh. EFER, 766-770, 2022.1.

(B 3TER0)

1)

2)

3)
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K. Yokoyama S. Harada-Shiba M. Committee on Primary Dyslipidemia under the
Research Program on Rare and Intractable Disease of the Ministry of Health,
Labour and Welfare of Japan. CGurrent Diagnosis and Management of Tangier
Disease. J Atheroscler Thromb. 28(8):802-810, 2021

Tada H, Kurashina T, Ogura M, Takegami M, Miyamoto Y, Arai H, Harada-Shiba M and
Ishibashi S. Prospective Registry Study of Primary Dyslipidemia (PROLIPID) :
Rationale and Study Design. J Atheroscler Thromb. 2022;29:953-969.

Ogura M. HDL, cholesterol efflux, and ABCA1: Free from good and evil dualism. J
Pharmacol Sci. 2022 Oct;150(2) :81-89.
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1) Yokote K.(2021)(Web E£;&) From Fibrates to SPPARMa:A New Challenge to Residual
Cardiovascular.The 19th International Symposium on Atherosclerosis. 2021.10.26, Kyoto, Japan.

2) Yokote K.(2021)(Web ;&) Future perspectives on the management of triglyceride and residual
risk. The 19th International Symposium on Atherosclerosis. 2021.10.26, Kyoto, Japan.
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(Web —fi&;ERE) Effect of pemafibrate, a selective PPAR @ modulator (SPPARM & ),on neutrophil—
lymphocyte ratio (NLR): a pooled—analysis from 6 randomized, double—blind, placebo—controlled
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6) Hidenori Arai, Shizuya Yamashita, Koutaro Yokote, Eiichi Araki, Mitsunori Matsushita, Toshiaki
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modulator (SPPARM @), in older patients with hypertriglyceridemia in combination with or without
statin: a pooled analysis from 6 randomized, double—blind, placebo—controlled trials The 19th
International Symposium on Atherosclerosis (October 24-27, 2021, Kyoto)
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(virtual))

10) Hh EiE.\H Fk. 53 #E. 58 R EAE E£8F.RE BF. M Z. 10N 8GE.
B B IR HOTUICKEERMETS R HEEFLED I VRETIIVHEILE Y FHFAERA ]
% 53 A BAABARE LSS (2021 £10 A 23-24 B 4R (virtual))
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28) Hidenori Arai, Shizuya Yamashita, Koutaro Yokote, Eiichi Araki, N. Hounslow, Kenichiro lkeda,
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BT 53(3): 284-291, (2021.09)

108



2) MG TIAREBEOZHELE - RENHE-FEEE]IE 10 KB -ABIERESHIOS
o0 MmfE | JRAE 127(4): 949-953, (2021.04)

3) MIGEEEA:THFE 2020 ERDOARZE — 26 T—YDHRXFE BEEEEZSEHFS
55 LDL-C IMfE, & TG MEEDFHEE/NSE AL TEIAE 128(6);, (2021.12 1H5EF E)

4) MR TIEEREE—5 TG MfE, & HOL L XT0O—/)LIfE 145 B D EEIEL 2022, EF
Ef% (2021 EEBEFE)

5) MGZEA.-TIEEERE HERBESHPLEDTIIRFTAESAUIZE I RE-NRNEE
ZEIEE, LEEFH (2021 EEBETE)

6) MEZEBR:TZDMOEFKMEREEEEIIBAREMRSHEEIER SRS K S - FERR -3
ERE—ZEODIVvEUR] (2021 EEBEHTTE)

7) FEEEER:TIEEERE - AARINFEFEEGRLGARZEOMEL(2021 £FEHBEHFE)

8) AR #AMSIITVESARME BEEEEOBREIEEOEE HALUMIE—
39(9), 860-864, 2021

9) BARIMMA BRI UESAFIE FOAE (RHESR. EF2—E KEE) BRESH
#} 5086, p39, 2021

10) HFEREF BEEBEICSHIOHAFEFORREKR, EFEEZE Vol.79 1293-1298, 2022.10

11) FSZR TIEEEEE—S TG MfE, /€ HOL AL ATA—/LME | 5 B OAEES 2022 4
IR, EFERR, 766-770, 2022.1.

12) GiE K. BEEEEOCEE ShJJ)EUYRMIE:FREREMIT 99(1):53-57, 2022

13) EEEBR: [TS5A4R VT TEICDEGIFEREES BB (FTUYDFEWNAERRIEE 6 Z)HH
RICERTLER BEEBEARABREID(IS—IRE ERN PPARaED2L—2—1FRK
X NFE 131(4): 871-875. ML E. 2023.4.

14) [AIFZER TS TG MED KR | AT1HIL-Ea— R4k 44(3):2. EEH IR+t 20233

15) MWEEXER. /4B ERER HZEEEE TS U7 IILGRRZEDHESE (03> 011, 052,
073, 086, 105) M;LE. 2023.2

(F3CERX)
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and Welfare of Japan: Current Diagnosis and Management of Primary Chylomicronemia. J
Atheroscler Thromb. 2021 Sep 1;28(9):883-904.

2) Sai E, Shimada K, Aikawa T, Aoshima C, Takamura K, Hiki M, Yokoyama T, Miyazaki T, Fujmoto S,
Konishi H, Hirano KI, Daida H, Minamino T. Triglyceride Deposit Cardiomyovasculopathy with
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Spectroscopy. Intern Med. 2021;60:1217-1220.

3) Koutaro Yokote, Shizuya Yamashita, Hidenori Arai, Eiichi Araki, Mitsunori Matsushita, Toshiaki
Nojima, Hideki Suganami, Shun Ishibashi Effects of pemafibrate on glucose metabolism markers
and liver function tests in patients with hypertriglyceridemia: A pooled analysis of six phase 2
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4) Kunitsu T, Harada—Shiba M, Sato T, Nonomura K, Kimura T, Miyashita K, Nakajima K, Murakami
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diagnosis of systemic lupus erythematosus in a 14—year—old girl. Allergol Int. 2022 Jun 2:S1323-
8930(22)00042-9. doi: 10.1016/j.alit.2022.05.001. Online ahead of print.

5) Tada H, Kurashina T, Ogura M, Takegami M, Miyamoto Y, Arai H, Harada—Shiba M and Ishibashi S.
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Prospective Registry Study of Primary Dyslipidemia (PROLIPID): Rationale and Study Design. J
Atheroscler Thromb. 2022;29:953-969.

Minamizuka T, Kobayashi J, Tada H, Koshizaka M, Maezawa Y, Yokote K. Homozygous familial
lipoprotein lipase deficiency without obvious coronary artery stenosis. Clin Biochem. 2022
Oct;108:42-45

Katsunao Tanaka, Masahiro Koseki, Hisashi Kato, Kazuya Miyashita, Takeshi Okada, Kotaro
Kanno, Ayami Saga, Jiuyang Chang, Takashi Omatsu, Hiroyasu Inui, Tohru Ohama, Makoto
Nishida, Shizuya Yamashita, Yasushi Sakata: Anti—-GPIHBP1 antibody—positive autoimmune
hyperchylomicronemia and immune thrombocytopenia. J Atheroscler Thromb, 2022 Feb 18. doi:
10.5551/jat.63348. Online ahead of print.

Katsunao Tanaka, Masahiro Koseki, Hisashi Kato, Kazuya Miyashita, Takeshi Okada, Kotaro
Kanno, Ayami Saga, Jiuyang Chang, Takashi Omatsu, Hiroyasu Inui, Tohru Ohama, Makoto
Nishida, Shizuya Yamashita, Yasushi Sakata.Anti—-GPIHBP1 antibody—positive autoimmune
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2023
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Shimada K, Hirano KI, Daida H, Minamino T. 1TH-MRS to evaluate improved triglyceride
accumulation in idiopathic triglyceride deposit cardiomyovasculopathy after CNT-01
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1) Koyama S, Sekijima Y, Ogura M, Hori M, Matsuki K, Miida T, Harada-Shiba M;
Committee on Primary Dyslipidemia under the Research Program on Rare and
Intractable Disease of the Ministry of Health, Labour and Welfare of Japan.
Cerebrotendinous Xanthomatosis: Molecular Pathogenesis, Clinical Spectrum,
Diagnosis, and Disease-Modifying Treatments. J Atheroscler Thromb 28(9) : 905-925,
2021.

2) Tada H, Kurashina T, Ogura M, Takegami M, Miyamoto Y, Arai H, Harada-Shiba M and
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Rationale and Study Design. J Atheroscler Thromb. 2022;29:953-969.

3) Koyama S, Okabe Y, Suzuki Y, Igari R, Sato H, Iseki C, Tanji K, Suzuki K, Ohta Y.
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xanthomatosis with a novel compound heterozygous CYP27A1 mutation: a case report.
BMC Neurol. 2022 May 25;22(1) :193.

Takahashi M, Okazaki H, Tada H, Ishibashi S. A case of cerebrotendinous
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1) Takahashi M, Okazaki H, Ohashi K, Ogura M, Ishibashi S, Okazaki S, Hirayama S,
Hori M, Matsuki K, Yokoyama S, Harada-Shiba M on behalf of the Committee on
Primary Dyslipidemia under the Research Program on Rare and Intractable Disease
of the Ministry of Health, Labour and Welfare of Japan: Current Diagnosis and
Management of Abetalipoproteinemia. J Atheroscler Thromb. 2021 Oct 1;28(10) :1009-
1019.

2) Takahashi M, Ozaki N, Nagashima S, Wakabayashi T, Iwamoto S, Ishibashi S.

Normal plasma apoB48 despite the virtual absence of apoB100 in a compound
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heterozygote with novel mutations in the MTTP gene. J Clin Lipidol. 2021 May
8:51933-2874(21)00071-4. doi:10.1016/j. jacl.2021.04.013. Online ahead of print.
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