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IEXERETR

Table 1: Phenotypes Associated with LDS, Marfan Syndrome, and 5G5S

Marfan
Phenotype LDS Syndrome SGS
Craniofacial
Hypertelorism bk = 4+
Cleft palate and/or bifid uvula R - +
Craniosynostosis + - P,
Malar hypoplasia b + ++++
Blue sclerae ++ - -
Ectopia lentis - P ¥
Chiari I malformation + - T
Hydrocephalus + - +
Cardiovascular
Aoprtic root ancurysm ++++ ++++ +
Arterial tortuosity +++ - -
Other vessel aneurysm ++ - -
Patent ductus arterosus i - -
Atrial septal defect + - =
Musculoskeletal
Arachnodactyly +4 b +++
Camptodactyly + + e
Pectus deformity ++ o 444
Scoliosis ++ b+ +
Talipes equinovarus + — +
Joint laxity +H+ 4t ++
Daolichosternomelia + b b4
Cervical spine instabihty + - -
Tall stature - +tt -
Other
Developmental delay + - + bbb
Environmental allergics + - -
Dural ectasia b b b oo -

Sources.—References 1, 2, 4, and 5.
Note.—= = not associated, + = seldom present, ++ = assocted with up o half
of the reported cases, +++ = frequently associated, ++ 7 =azeltg w4 Sasdzry
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Table 2: Features of LDS Subtypes

Genetic Muta-

LDS Subtype tion Phenotype Prognosis
Type I (primarily TGFBRI, Arterial tortuosity Mean age at death,
involving craniofacial chromo- Arterial aneurysms 26.1 years
features) some 9922 Hypertelorism
Bifid uvula or cleft palate
Type II (primarily TGFBR2, Prominent joint laxity Mean age at death,
involving cutaneous chromo- Easy bruising 26.1 years
features) some 3p22 Velvety translucent skin Catastrophic preg-
Low bone mineral density and early fragility nancy complica-
fractures tions
Diffuse arterial aneurysms and dissections
Type III (primarily SMAD3, Intracranial and abdominal aortic aneurysms  Relatively late onset
involving aneurysm- chromo- Early onset of widespread osteoarthritis and of syndrome (at
osteoarthritis disease) some 159 cartilage degeneration age 40 years)
Type IV (primarily TGFB2, Mild craniofacial dysmorphism No data currently
involving Marfan syn- chromo- Aortic aneurysmal syndromes
drome-like features) some 1q41
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Sources.—References 1, 4, and 5.

=2, REBHERAR, $BLDSTHAFIIE




El1, LDSHHIZARENKE. (a, b), £—R68FHIBEF(a)f1—R365 KI5 F(b)FIk1GHY
I EVMTERRE(CT) MESRERE R ERESL) . BRIR Laik(B&E0)ESaik (R
BEELIRTZEKE, (¢) , —R55FLTMRICTIEER B T —15. 3EXRAIIE EFBK
(R0 M— MRV I RIR LaIikaikiE (Asisk), Eha—RERTHARE LEKE
ESFZEFE0RK; (d), IRECTHRREEIG B ARIBERNRK RS M (ET).

@ Ca gliothoracicSurge

B2, —RBELDSHMELABARGEIN7S BZINEMIKSIMKE, hEEEZT
NorwoodFRK, (a) , BERFZEZNKIAFMUCTEGREREUDASARGEI, SN
WERULERBAR. FTRESKEAOE=ERIFEHMINERNEREMINRIR (BB
X). ¥ REFESBKFSRFEKIEETL); (b), M CTEGER—MRESRaEKE, NE
BB (B2k): (o), CTHEEGER, BT NorwoodF AR, SRaDEKE(ETL)MIR
EnPRKETL) SEFEKYIE.



a b 2 CardisthoraeieSurgery
. "

B3, —R8FUHMMPKHIEH. (a) RRUSHIHEEIRNE ST EZERBESHAY
EERRK (KBS ERMN S ARE, SHAVAMEIK(GESSL). (b)#HERIEEYERZERA
HERNPKELSEPR K E (FIZe) R 177K, BEL4KE(EL) H68EXK.



a.

E7, 35 LZEMKREFF LB, (2), MUBIIRMEISS B EPKE(KEIL)

EEARNEK(ESESL), FAEMPRRIRAERNS8EXK, EMIKREER 38X, (b)

HAFRIMEER B — M KRR EFKRER (B ETK) FIF K (KEK) SEKE,. XS ERH
PEEZNPKIER.

a. b.

E8, 2(ILDSEEHMEMXKE. (a) , —REBEBLDSHIASZ LMK CTIMEIES/ AR

FERT—TMARXEEL), SRAEMIKFLEERREISES; (b), —866%5EFHRIRECT
MEES BRBEIE (§ik) N EDNiK S EPiminiE R EI IS ER.



LS

=

LDSR&RIAZA iR ANRE It MERELEAE. LDSTIEMEEMERARKBRERINZ
— &b A BTEDSHMEREERRERN, RIS SELIEXEE, HPEimmmss
EEXEER. EERRERET, SEMHMNETABXAERAEL, EHITE R
5. BERTFIEREMEZRMERSG. HEETBHGENRALIN B HTFFRIE
KLDSEERGG., FrAIEBRMINBEERGRARTITFER TILEEAHAE, ARHEEAT
MK FIfERE, LSERKIZRBERHAED.

FHRIE: B

CardiothoracicSurgery

\ srowss



