
2016 UI 2016 Supplemental Heading Term Type 2016 Sumplemental Terms 2017 UI 2017 MeSH Heading
PrefTerm polychlorodibenzo-4-dioxin
EntryTerm PCDD
EntryTerm polychlorinated dibenzodioxin
EntryTerm polychlorodibenzo-p-dioxin
PrefTerm struvite
EntryTerm magnesium ammonium phosphate 

hexahydrate
EntryTerm struvite (H3PO4-NH4-Mg (1:1:1))
EntryTerm dittmarite
EntryTerm magnesium ammonium phosphate
EntryTerm magnesium ammonium phosphate 

monohydrate
PrefTerm mating factor
EntryTerm alpha-factor (fungal)
EntryTerm pheromone alpha-factor
EntryTerm alpha-agglutinin (fungal)
EntryTerm alpha-mating factor
EntryTerm mating hormone
PrefTerm prostaglandin-E synthase
EntryTerm prostaglandin H2 E-isomerase
EntryTerm PGE2 isomerase
EntryTerm prostaglandin E synthase-1
EntryTerm prostaglandin E synthase 1
EntryTerm prostaglandin E synthase 2
EntryTerm prostaglandin E synthase 3
EntryTerm prostaglandin H2-prostaglandin E2 

isomerase
EntryTerm PGR2 E-isomerase
EntryTerm prostaglandin R2 E-isomerase
EntryTerm PGE2 synthase
EntryTerm endoperoxide isomerase
EntryTerm prostaglandin E isomerase
EntryTerm prostaglandin E synthase
EntryTerm prostaglandin E2 synthase
EntryTerm prostaglandin endoperoxide E 

isomerase
PrefTerm chlorinated dibenzofurans
EntryTerm polychlorinated dibenzofurans
PrefTerm discoidins
EntryTerm discoidin-I
EntryTerm discoidin-II

C026795 lumican PrefTerm lumican D000071234 Lumican
PrefTerm methyl-accepting chemotaxis proteins
EntryTerm methyl-accepting chemotaxis protein I
EntryTerm MACP-I
EntryTerm MACP-II
EntryTerm methyl-accepting chemotaxis protein II
EntryTerm Methyl-accepting chemotaxis protein III

PrefTerm procalcitonin
EntryTerm calcitonin precursor polyprotein

C031520 butyrophilin PrefTerm butyrophilin D000071797 Butyrophilins
C032218 zona pellucida glycoproteins PrefTerm zona pellucida glycoproteins D000072216 Zona Pellucida Glycoproteins
C038196 PLIN3 protein, human EntryTerm tail interacting protein of 47 kDa D000070796 Perilipin-3

C008954 polychlorodibenzo-4-dioxin D000072317 Polychlorinated 
Dibenzodioxins

C009330 struvite D000069877 Struvite

Terms moving (promoted) from Supplemental Records in 2016 MeSH to Descriptors in 2017

2016 MeSH Supplemental Record 2017 MeSH Descriptor

C023386 Dibenzofurans, 
Polychlorinated

C025943

chlorinated dibenzofurans D000072338

discoidins D000070821 Discoidins

C015978 mating factor D000072235 Mating Factor

C022467 prostaglandin-E synthase D000071876 Prostaglandin-E Synthases

C027151 methyl-accepting chemotaxis 
proteins

D000072236 Methyl-Accepting Chemotaxis 
Proteins

C029100 procalcitonin D002116 Calcitonin
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PrefTerm mitochondrial uncoupling protein D000071256
EntryTerm uncoupling protein 1 D000071256
EntryTerm brown adipose tissue uncoupling 

protein
D000071256

EntryTerm uncoupling protein 1a D000071256
EntryTerm uncoupling protein, mitochondrial 

membrane
D000071256

EntryTerm BAT uncoupling protein D000071256
EntryTerm thermogenin D000071256
PrefTerm gum mastic D000069997
EntryTerm Mastisol D000069997
EntryTerm mastic gum D000069997
PrefTerm fibrillin D000071837 Fibrillins
EntryTerm profibrillin-1
EntryTerm profibrillin 1
EntryTerm fibrillin-1
EntryTerm fibrillin-2 D000071840 Fibrillin-2
EntryTerm discoidin domain receptor D000070818 Discoidin Domain Receptors
EntryTerm CD167 antigen
EntryTerm discoidin domain receptor 1
EntryTerm discoidin domain receptor 2
EntryTerm tyrosine kinase receptor type 10
EntryTerm DDR2 kinase
PrefTerm protein-histidine kinase
EntryTerm histidine protein kinase
EntryTerm histone H4 histidine kinase
EntryTerm protein-histidine tele-kinase
EntryTerm sensor histidine kinase
EntryTerm histidine kinase
PrefTerm Ku autoantigen
EntryTerm Ku autoantigen, 70 kDa
EntryTerm Ku70 antigen
EntryTerm Ku80 antigen
EntryTerm Ku antigen
EntryTerm Ku autoantigen, 80 kDa
EntryTerm G22P1 antigen
EntryTerm DNA ligase II
EntryTerm DNA ligase I
EntryTerm DNA ligase IV
PrefTerm inositol-polyphosphate 5-phosphatase
EntryTerm inositol triphosphate 5-phosphatase
EntryTerm inositol-1,4,5-trisphosphate 5-

phosphatase
EntryTerm 1,4,5-triphosphate-1,2,4,5-

tetrakisphosphate 5-phosphatase
EntryTerm inositol-1,4,5-trisphosphate 5'-

phosphatase
EntryTerm inositol polyphosphate 5-phosphatase
EntryTerm Ins(1,4,5)P3 5'-phosphatase
EntryTerm inositol 5-phosphatase
PrefTerm regulatory factor X transcription factors D000071701 Regulatory Factor X 

Transcription Factors
EntryTerm RFX regulatory factor
EntryTerm X box binding protein (RF-X)
EntryTerm MHC class II regulatory factor RFX
EntryTerm regulatory factor-X
EntryTerm RF-X binding protein
EntryTerm regulatory factor X

C038236 mitochondrial uncoupling 
protein

Uncoupling Protein 1

C043285 gum mastic Mastic Resin

D000071677 Histidine Kinase

C047894 Ku autoantigen D000072200 Ku Autoantigen

C045556 fibrillin

C046287 discoidin receptor

C047460 protein-histidine kinase

D000070819 Discoidin Domain Receptor 1

D000070820 Discoidin Domain Receptor 2

D000071838 Fibrillin-1

C056311 regulatory factor X 
transcription factors

D000071716 Regulatory Factor X1

C048902 DNA ligase (ATP) D000072481 DNA Ligase ATP

C051788 inositol-polyphosphate 5-
phosphatase

D000072181 Inositol Polyphosphate 5-
Phosphatases
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PrefTerm tumor-associated antigen GA733
EntryTerm GA 733 tumor-associated antigen
EntryTerm epithelial cell adhesion molecule
EntryTerm CD326 protein
EntryTerm ESA antigen
EntryTerm GA733 tumor-associated antigen
EntryTerm Tacstd1 protein
EntryTerm GA733 antigen
EntryTerm epithelial specific antigen
EntryTerm EpCAM

C061846 fibromodulin PrefTerm fibromodulin D000071235 Fibromodulin
PrefTerm mycophenolate mofetil
EntryTerm Mycophenolate Sodium
EntryTerm RS 61443
EntryTerm Cellcept
EntryTerm RS-61443
EntryTerm mycophenolic acid morpholinoethyl 

ester
EntryTerm mycophenolate mofetil hydrochloride
EntryTerm Myfortic
EntryTerm Sodium Mycophenolate
PrefTerm endothelin-converting enzyme
EntryTerm ECE-1beta
EntryTerm endothelin converting enzyme
EntryTerm Endothelin-converting enzyme 1
EntryTerm endothelin converting enzyme-1a
EntryTerm Endothelin-converting enzyme 2
EntryTerm endothelin-converting enzyme-1b
EntryTerm endothelin-converting metalloprotease 

2
EntryTerm metalloprotease ECE-2
PrefTerm CD48 antigen
EntryTerm signal-transducing glycoprotein-60
EntryTerm Blast1 antigen
EntryTerm MRC OX-45 antigen
EntryTerm P41 antigen
PrefTerm Serrate proteins
EntryTerm Serrate protein
EntryTerm perilipin
EntryTerm serrate-1 protein
EntryTerm jagged-1
EntryTerm jagged1 protein

C069148 perilipin 1 EntryTerm serrate1 protein D000070778 Perilipin-1
PrefTerm NF-kappaB inhibitor alpha
EntryTerm major histocompatibility complex 

enhancer-binding protein MAD3
EntryTerm IkappaB-alpha
EntryTerm IkappaBalpha
EntryTerm I kappa B-alpha protein
EntryTerm p40 protein (IkappaB-alpha)
PrefTerm apolipoprotein B mRNA editing 

enzyme
EntryTerm Apobec-1 protein
EntryTerm APOBEC-1
EntryTerm apo B mRNA editing protein
EntryTerm apolipoprotein B mRNA editing 

enzyme, catalytic polypeptide 1
EntryTerm apoB mRNA editing catalytic subunit

C070579 cyclophilin C PrefTerm cyclophilin C D000072622 Cyclophilin C
PrefTerm placenta growth factor
EntryTerm placenta growth factor, PlGF-1 isoform
EntryTerm placenta growth factor, PlGF-2 isoform
EntryTerm placenta growth factor, PlGF-3 isoform

C064367 endothelin-converting enzyme D000072396 Endothelin-Converting 
Enzymes

C065459 CD48 antigen D000071178 CD48 Antigen

C058168 tumor-associated antigen 
GA733

D000071858 Epithelial Cell Adhesion 
Molecule

C063008 mycophenolate mofetil D009173 Mycophenolic Acid

NF-KappaB Inhibitor alpha

C069887 apolipoprotein B mRNA 
editing enzyme

D000071479 APOBEC-1 Deaminase

C066820

C069722 NF-kappaB inhibitor alpha D000072000

D000072099 Serrate-Jagged Proteins

D000072100 Jagged-1 Protein

Serrate proteins

C071255 placenta growth factor D000072483 Placenta Growth Factor
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PrefTerm NIMA protein kinase
EntryTerm NIMA-related protein kinase
EntryTerm Nek1 protein kinase
EntryTerm Nek1 kinase
EntryTerm NIMA-related kinase 1

C071654 DNA ligase III PrefTerm DNA ligase III D000072481 DNA Ligase ATP
PrefTerm Syk kinase
EntryTerm spleen tyrosine kinase
PrefTerm dynactin
EntryTerm dynactin subunit 2
EntryTerm dynein-associated protein, 150-kDa
EntryTerm p50 dynamitin
EntryTerm dynactin subunit 4
EntryTerm dynactin 1
EntryTerm dynactin subunit 1
EntryTerm dynein activator protein
EntryTerm 150 kDa dynein-associated protein
EntryTerm dynactin subunit 3
EntryTerm dynactin-4
EntryTerm p150(Glued)
EntryTerm TFF2 protein D000071164 Trefoil Factor-2
EntryTerm intestinal trefoil factor D000071165 Trefoil Factor-3
PrefTerm fertilin
EntryTerm PH-30 beta
EntryTerm fertilin beta
EntryTerm PH-30 fusion protein
EntryTerm fertilin alpha
EntryTerm PH 30 fusion protein
EntryTerm PH-30 protein
EntryTerm PH-30 alpha
EntryTerm ADAM 2 protein
PrefTerm beta-arrestin D000071557 Beta-Arrestins
EntryTerm beta-arrestin 1
EntryTerm beta-arrestin 1A
EntryTerm beta-arrestin 1B
EntryTerm beta-arrestin 2 D000071560 Beta-Arrestin 2
PrefTerm tensins
EntryTerm tensin
PrefTerm splicing factor U2AF
EntryTerm U2AF(65)
EntryTerm U2AF 65
EntryTerm U2AF splicing factor
PrefTerm PTB-associated splicing factor
EntryTerm PSF splicing factor
EntryTerm SFPQ protein
EntryTerm polypyrimidine tract-binding protein-

associated splicing factor
EntryTerm splicing factor proline-glutamine rich 

protein
PrefTerm Checkpoint kinase 1
EntryTerm checkpoint-1 kinase
EntryTerm chk1 protein kinase
EntryTerm chk1 kinase

C071420 NIMA protein kinase D000072379 NIMA-Related Kinases

D000072380 NIMA-Related Kinase 1

C072090 trefoil factor

C073686 fertilin D000072196

C071980 Syk kinase D000072377 Syk Kinase

C072084 dynactin D000072159 Dynactin Complex

C074700 tensins D000070876 Tensins

C080152 splicing factor U2AF D000072668 Splicing Factor U2AF

Fertilins

C074198 beta-arrestin
D000071559 beta-Arrestin 1

C080212 PTB-associated splicing factor D000072670 PTB-Associated Splicing 
Factor

C081350 Checkpoint kinase 1 D000071877 Checkpoint Kinase 1

Terms moving (promoted) from Supplemental Records in 2016 MeSH to Descriptors in 2017

Page 4



PrefTerm protein phosphatase 2C
EntryTerm protein phosphatase 2C delta
EntryTerm magnesium-dependent protein 

phosphatase 2C beta
EntryTerm PP2Cgamma
EntryTerm PP2C beta
EntryTerm PP2Cepsilon
EntryTerm protein phosphatase 2C beta
EntryTerm protein phosphatase 2C gamma
EntryTerm PPM1 protein phosphatases
EntryTerm PPM1D phosphatase
EntryTerm PPM1E phosphatase
EntryTerm Ptc2 phosphatase
EntryTerm PPM1 magnesium-dependent protein 

phosphatases
EntryTerm PPM1G phosphatase
EntryTerm Ppm1b phosphatase
EntryTerm protein phosphatase 2C epsilon
EntryTerm protein phosphatase 1D magnesium-

dependent, delta isoform
PrefTerm connexin 26
EntryTerm connexin Cx26
EntryTerm beta2 connexin

C082924 retinoic acid receptor alpha PrefTerm retinoic acid receptor alpha D000072482 Retinoic Acid Receptor alpha
PrefTerm Gli protein
EntryTerm Gli1 protein
PrefTerm dishevelled proteins
EntryTerm dishevelled protein
PrefTerm PAX6 protein
EntryTerm pax6.2 protein
EntryTerm Pax-6 protein
EntryTerm pax6.1 protein
PrefTerm snail family transcription factors
EntryTerm snail transcription factors
EntryTerm slug transcription factors
PrefTerm Cdx-2-3 protein
EntryTerm caudal type homeobox transcription 

factor 2
EntryTerm Cdx-3 protein
EntryTerm Cdx-2 protein
EntryTerm caudal type homeo box 2 protein
EntryTerm transcription factor CDX2
PrefTerm tartrate-resistant acid phosphatase
EntryTerm TRAP type 5 AcPase
EntryTerm acid phosphatase V
EntryTerm type 5 acid phosphatase
EntryTerm TRAcP
EntryTerm Tartrate-resistant acid phosphatase 

type 5
EntryTerm AcPase V
EntryTerm uteroferrin
PrefTerm CD150 antigen
EntryTerm signaling lymphocytic activation 

molecule family member 1
EntryTerm CDw150 protein
EntryTerm SLAM protein
PrefTerm retinoic acid 4-hydroxylase D000072516 Retinoic Acid 4-Hydroxylase
EntryTerm CYP450 4-hydroxylase
EntryTerm cytochrome P450 4-hydroxylase
EntryTerm P450RAI
EntryTerm RA-4-hydroxylase
EntryTerm cytochrome P-450 CYP26 D000072500 Cytochrome P450 Family 26
EntryTerm CYP26 cytochrome P450

C082700 protein phosphatase 2C D000071636 Protein Phosphatase 2C

C082921 connexin 26 D000072259 Connexin 26

C086056 PAX6 protein D000071841 PAX6 Transcription Factor

C086988 snail family transcription 
factors

D000071250 Snail Family Transcription 
Factors

C083044 Gli protein D000071676 Zinc Finger Protein GLI1

C085444 dishevelled proteins D000072261 Dishevelled Proteins

C093479 tartrate-resistant acid 
phosphatase

D000071681 Tartrate-Resistant Acid 
Phosphatase

C094652 CD150 antigen D000071177 Signaling Lymphocytic 
Activation Molecule Family 
Member 1

C087456 Cdx-2-3 protein D000071616 CDX2 Transcription Factor

C098786 retinoic acid 4-hydroxylase
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PrefTerm NIMA-interacting peptidylprolyl 
isomerase

EntryTerm Pin1 peptidylprolyl isomerase
EntryTerm peptidyl-prolyl cis-trans isomerase C
EntryTerm rotamase C
PrefTerm patched receptors
EntryTerm patched sonic hedgehog receptors
PrefTerm tumor necrosis factor-alpha convertase

EntryTerm TACA (enzyme)
EntryTerm ADAM-17
EntryTerm TNF-alpha converting enzyme
EntryTerm tumor necrosis factor-alpha converting 

enzyme
EntryTerm ADAM17 protein
EntryTerm TACE (enzyme)
EntryTerm tumor necrosis factor alpha convertase

PrefTerm fu ling
EntryTerm fu-ling

C104217 ADAM 12 protein PrefTerm ADAM 12 protein D000072199 ADAM12 Protein
PrefTerm mitochondrial uncoupling protein 2
EntryTerm uncoupling protein-2
EntryTerm Homer 1C
EntryTerm Homer 1
EntryTerm Homer 1a
EntryTerm Homer 3
EntryTerm Homer 2
PrefTerm mitochondrial uncoupling protein 3
EntryTerm uncoupling protein-3
PrefTerm tumor suppressor protein p73
EntryTerm p73-beta
EntryTerm tumor protein p73
EntryTerm p73-alpha
EntryTerm p73 protein
EntryTerm protein p73
EntryTerm Tap73 protein, human
PrefTerm marenostrin
EntryTerm pyrin
EntryTerm MEFV protein
PrefTerm superoxide dismutase 1
EntryTerm SOD1 protein
EntryTerm SOD-1 protein
PrefTerm Bcl-2-like protein 11
EntryTerm Bcl-2-binding protein, BIM
EntryTerm BIM protein
EntryTerm BCL2L11 protein
EntryTerm Bcl-2-interacting mediator of cell death
PrefTerm AC133 antigen
EntryTerm CD133 antigen
EntryTerm fudenine
EntryTerm PROML1
EntryTerm AC133-2 antigen
EntryTerm AC141 antigen
EntryTerm prominin-1
EntryTerm prominin-like PROML1
EntryTerm AC133-1 antigen
EntryTerm prominin
EntryTerm adipophilin
EntryTerm adipose differentiation-related protein
PrefTerm aggrecanase-1
EntryTerm ADAMTS-4 protein

NIMA-Interacting 
Peptidylprolyl Isomerase

D000072622 Cyclophilin C

C099744 patched receptors D000072079 Patched Receptors

C098989 NIMA-interacting peptidylprolyl 
isomerase

D000072340

C104903 mitochondrial uncoupling 
protein 2

D000071246 Uncoupling Protein 2

C104985 Homer protein D000072233 Homer Scaffolding Proteins

C101146 tumor necrosis factor-alpha 
convertase

D000072198 ADAM17 Protein

C103194 fu ling D000070660 Wolfiporia

C108173 marenostrin D000071198 Pyrin

C109808 superoxide dismutase 1 D000072105 Superoxide Dismutase-1

C106329 mitochondrial uncoupling 
protein 3

D000071247 Uncoupling Protein 3

C108058 tumor suppressor protein p73 D000072160 Tumor Protein p73

C115899 perilipin 2 D000070780 Perilipin-2

C110430 Bcl-2-like protein 11 D000072224 Bcl-2-Like Protein 11

C111385 AC133 antigen D000071916 AC133 Antigen

C119439 aggrecanase-1 D000071121 ADAMTS4 Protein
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PrefTerm cholesterol 24-hydroxylase D000072556 Cholesterol 24-Hydroxylase
EntryTerm cholestane tetrol 24-hydroxylase D000072556 Cholesterol 24-Hydroxylase
EntryTerm 5(beta)-cholestane-3 alpha,7 alpha,12 

alpha,25-tetrol-24S-hydroxylase
D000072556 Cholesterol 24-Hydroxylase

EntryTerm brain-specific 24S-hydroxylase D000072556 Cholesterol 24-Hydroxylase
EntryTerm CYP46A1 D000072556 Cholesterol 24-Hydroxylase
EntryTerm CYP46 D000072503 Cytochrome P450 Family 46
EntryTerm cytochrome P-450 CYP46 D000072503 Cytochrome P450 Family 46
PrefTerm Nogo protein
EntryTerm NI-35 protein
EntryTerm Nogo-66 protein
EntryTerm Nogo-C protein
EntryTerm Nogo-A protein
EntryTerm NI-220 protein
EntryTerm NI-250 protein
EntryTerm neurite growth inhibitor 35-350
EntryTerm Nogo-B protein
EntryTerm NI-35-250
PrefTerm soluble guanylyl cyclase
EntryTerm nitric oxide receptor
EntryTerm nitric oxide receptors
EntryTerm nitric oxide-sensitive guanylyl cyclase
EntryTerm soluble guanylyl cyclase, alpha subunit

EntryTerm soluble guanylyl cyclase, beta subunit
EntryTerm receptor, nitric oxide
PrefTerm cytochrome P-450 CYP26B1
EntryTerm cytochrome P-450 26B1
EntryTerm CYP26B1
EntryTerm retinoic acid-metabolizing enzyme, 

CYP26B1
PrefTerm glycogen synthase kinase 3 beta
EntryTerm GSK-3beta
EntryTerm GSK3beta
PrefTerm liver X receptor
EntryTerm LXR-alpha protein
EntryTerm liver X receptor alpha
EntryTerm nuclear receptor subfamily 1, group H, 

member 2
EntryTerm oxysterols receptor LXR-beta
EntryTerm NR1H2 protein
EntryTerm LXRalpha protein
EntryTerm nuclear receptor subfamily 1, group H, 

member 3
EntryTerm oxysterols receptor LXR-alpha
EntryTerm LXRbeta protein
EntryTerm liver X receptor beta
EntryTerm Nuclear orphan receptor LXR-alpha
PrefTerm ERG1 potassium channel
EntryTerm ether-a-go-go-related potassium 

channel 1
EntryTerm potassium voltage-gated channel, 

subfamily H, member 2
EntryTerm PET polymer
EntryTerm poly(ethylene terephtalate)
EntryTerm Tedlar
EntryTerm Nalophan
PrefTerm 2,6-diamino-5-hydroxyhexanoic acid
EntryTerm (2S,5R)-2,6-diamino-5-

hydroxyhexanoic acid
EntryTerm 5-hydroxylysine
EntryTerm lysine, 5-hydroxy-

C120235 cholesterol 24-hydroxylase

C438621 cytochrome P-450 CYP26B1 D000072516 Retinoic Acid 4-Hydroxylase

C448280 glycogen synthase kinase 3 
beta

D000071679 Glycogen Synthase Kinase 3 
beta

C403669 Nogo protein D000070798 Nogo Proteins

C435729 soluble guanylyl cyclase D000071756 Soluble Guanylyl Cyclase

C501560 poly(ethylene terephthalate) D011093 Polyethylene Terephthalates

C530727 2,6-diamino-5-
hydroxyhexanoic acid

D006901 Hydroxylysine

C469720 liver X receptor D000071518 Liver X Receptors

C500089 ERG1 potassium channel D000072237 ERG1 Potassium Channel
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PrefTerm Opalescent dentin
EntryTerm Dentinogenesis Imperfecta, Shields 

Type Ii
EntryTerm Capdepont Teeth
EntryTerm Dentinogenesis Imperfecta 1
PrefTerm Canicola fever
EntryTerm Rice-field fever
EntryTerm Stuttgart disease
EntryTerm Swineherd's disease
EntryTerm Cane-cutter fever
EntryTerm Mud fever

C531767 Edema of the optic disc PrefTerm Edema of the optic disc D010211 Papilledema
C535574 Carbamoyl phosphate 

synthase 1 deficiency
PrefTerm Carbamoyl phosphate synthase 1 

deficiency
D020165 Carbamoyl-Phosphate 

Synthase I Deficiency Disease

C536154 Keratoderma palmoplantaris 
transgrediens

EntryTerm Erythrokeratodermia variabilis with 
erythema gyratum repens

D056266 Erythrokeratodermia Variabilis

PrefTerm Muscular atrophy, spinal, infantile 
chronic form

EntryTerm Muscular atrophy, spinal, intermediate 
type

EntryTerm Thyroid-Stimulating Hormone 
Deficiency

EntryTerm Tsh Deficiency
C537000 Ledderhose disease PrefTerm Ledderhose disease D000071380 Fibromatosis, Plantar

PrefTerm Anorectal atresia
EntryTerm Anorectal stenosis
EntryTerm Anorectal malformation

C538416 Chondrodysplasia punctata 2, 
X-linked dominant

PrefTerm Chondrodysplasia punctata 2, X-linked 
dominant

D002806 Chondrodysplasia Punctata

C538472 Mesoectodermal dysplasia PrefTerm Mesoectodermal dysplasia D004613 Ellis-Van Creveld Syndrome
C538599 Lysosomal beta-mannosidase 

deficiency
PrefTerm Lysosomal beta-mannosidase 

deficiency
D044905 beta-Mannosidosis

C548666 Mycobacterial disease, 
Mendelian susceptibility to

EntryTerm Atypical Mycobacterial Infection, 
Familial Disseminated

D009165 Mycobacterium Infections, 
Nontuberculous

PrefTerm Ankyloglossia
EntryTerm Tongue Tie
PrefTerm Rickets, Hereditary Vitamin D-

Resistant
EntryTerm Hypocalcemic Vitamin D-Resistant 

Rickets
EntryTerm Vitamin D-Resistant Rickets With End-

Organ Unresponsiveness To 1,25-
Dihydroxycholecalciferol

EntryTerm Generalized Resistance To 1,25-
Dihydroxyvitamin D

C562859 Vertigo, Benign Recurrent PrefTerm Vertigo, Benign Recurrent D065635 Benign Paroxysmal Positional 
Vertigo

PrefTerm Granulomatous Disease, Chronic, X-
Linked

EntryTerm Cytochrome B-Negative 
Granulomatous Disease, Chronic, X-
Linked

EntryTerm Cytochrome B-Positive Granulomatous 
Disease, Chronic, X-Linked

EntryTerm Chronic Granulomatous Disease, X-
Linked

EntryTerm Granulomatous Disease, Chronic, X-
Linked, Variant

EntryTerm Chronic Granulomatous Disease, 
Atypical

C564595 Mammographic Density PrefTerm Mammographic Density D000071060 Breast Density
C567079 Deafness, Unilateral PrefTerm Deafness, Unilateral D046088 Hearing Loss, Unilateral
C567938 Anorectal Anomalies PrefTerm Anorectal Anomalies D000071056 Anorectal Malformations

C536879 Muscular atrophy, spinal, 
infantile chronic form

D014897 Spinal Muscular Atrophies of 
Childhood

C536917 Hypothyroidism, Congenital, 
Nongoitrous, 4

D007037 Hypothyroidism

C531665 Opalescent dentin D003811 Dentinogenesis Imperfecta

C531728 Canicola fever D007922 Leptospirosis

C564417 Granulomatous Disease, 
Chronic, X-Linked

D006105 Granulomatous Disease, 
Chronic

C562689 Rickets, Hereditary Vitamin D-
Resistant

Familial Hypophosphatemic 
Rickets

D053098

C537771 Anorectal atresia D000071056 Anorectal Malformations

C562396 Ankyloglossia D000072676 Ankyloglossia
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