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©OBYTOHMN Tyxau M3A33NnaN: OB4YTEH Y,
1 Hac 6 captau, xyy. 2023 oHg 20 HacTan
3XUNH  aHXHbl XWUPAIMCAANTUNH  aHXHbI
Xyyxag, TaanTumH 34-35 0onoo xoHorrong
KecapoB xaranraaraap 2780 Kr >XWHTaIRM,
52 cm yptTan, AnrapbiH 7/8 6Ganntan
M3HO3MC3H.

OpoorMnH 30Byypb: TONroMroopoo Hom
LLOXVHO, Tornromroo 6arHra xasinHa. Tonron
nXx xanHa. HompoHg myy.

©BYHUN TYyX: Tepeen 1 XOHOrMMH TypLU
XOXeep XOOMNMoX Yagaxrym GamcaH Tyn
OHOLW  Togpyyfnaxaap  LUMHXWUIT3SHYYA
XUMXK SXAIC3H. 2 cap rapym XxyrauaaHpg
30HOOOP XOOMNOCOH. 15-p XpPOMCOMbIH
15q11.2913.1 myTtay, Prader-Wili cungpom
oHownoracoH. OXOMYT-g magpan, A4oTooA
LIYYPan, Hy4, YPONorn, CIprasH 3acax Ymx
Xamap X00M0MH 3MYUIH XaHanTaHg 6anaar.
XOOfHbI OypLUN OO00ro0p X3BUNH. ©aepT
2 ypaa maxaH xoon magar. ©rnee 60roH
e4puUNH uaraap efepTt 2-3 yagaa XeHreH
XOONSI04or /Tapar, Xumc/.

AMbapanbiH  Tyyx: OX >KUP3MCHWUNI
XdHanTaHg  7-8  OOnoo  XOHOrTouA
XampargcaH. Knpamcrnant

Tenesnergeeryn. >XWpaMCHUN XsHANTbIH
Y3M3r, OHOLIMITOOHO OYypaH XampargcaH.
XsSHanTblH yed XuurgcaH nadopatopuiiH
LUMHXWIT3gHA, eepunent unapy bavraaryn.
Huit 8 ymaa yprunH axod XxapyyricaH.
CyynuiH 3 capaac ypruiH axon Temcer
Oyyraaryn ©GancaH. >XUPAMCHUA 3IXHUW
3 capa yMaWH TOHYCryM, XOOfHbl YH3p

aBX 4agaxrym xoparnoroton  GancaH.
XKupamcHuin gyHa 3 capd ymanH TOHYCrym,
XOPA10roTon, XMPAMCHUIA CYYnnnH 3 capg
yMalH TOHyCTaln, XOpAnoroton 6ancaH.

KupamcHun yen donunH xydun 800mr-
aap enept 1 yaaa axHun 3 cap, lNpeHatan
DHA 1 wwupxarasp epept 1 ymaa 3 cap,
MarHn B6 1 wwnpxarsap epgept 2 ypaa
HUAT 14 XOHOr yyX 6arncaH. OX XNp3aMCHUN
sBuag 46kr+12=60kr 605K TePCeH. Xyyxag
TOBNONT BakumMHAaa OypaH xamparacaH. 9
captang Tonromroo gaax, 11 caprawnraac
ye ye raHuaapaa CcyyX 9xancoH. 11
capTanraac xaxyy TUNLL XepBOeX eHXPex
OpPOSAOro XUMK IXINCIH.

Boaut y3nart: buennH xun-8.5 kr/0.09p/,
eHpep-77 cm /4.27p/, ©Haep/XKvH -2 z 0HOO
13p/

XyyxauvmH 6uennH epeHxunin Gangan ayHAa
33par. Op4yHbl XxapbLaa ayHa. XeaenreeHumn
naaBxu cyn. Tonromroo xasnHa. Y3narumH
YeL 3MH4 pyy XapX UHIAMCIrnaHa. LlapanHsbl
unpan TamBaH, Hyg ©ara 33par Tauyy,
XaMpblH YT HapuirxaH, 4334 ypyyn HAMISH,
aMHbI HLIer 40OLL YMITIAC3H. 3ynan TansaH,
0.3x0.3cm, 3aaacyyn gasxapnacaH, ToNroun
XaBuur, Hy4 XOOpPOHAbIH 3al ONp, eBepmeL|
TOPXTON. ApbC UanBap, LU3BIP YUAMMAIN,
YSIH YaHap MX3CC3H, Mall 36e6f1eH, 3Mrar
Tyypantryn. BLPK copsuton, me4vaumnH
y3yyp 6ynasH. ApbCaH 4O0OPX ©6X6H 3UNH
xenkun ayHa. Xaenuug 1 cm, GyranaHg
0.5 cm, panaH pgop 0.5 cm. BynyuHrumH
XYY4an cyr, rap XenumH YeHUN XeLenreeH,
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AnaHrysa TYHXHUA Ye3p XOT TIHUMHD.
[apblH capByy, X6NUNH TaBxam XaMXa3rasp
XWXUT, ©6XOH 3OUNH XODKUMN UXTAN. Xy3yy
6oruHo.

3anrnypblH ap xaHa ynaaH sraaH. ['ynncaH
Oynuyumpxam TOMPONryn, ynaaH siraaH. 3axblH
TyHranarmmH éynumpxam ToMTPargaxrymn.

XaMpblH ambcran 4eneetan. LI3axHun
Xan6ap 3eB. Yywru yvarHantaap 2 Tang
LUMPYYBTIp aMbcrantan. Ambcran aBant 6a
raprant caagryn. 3axblH CyAacHbl Xy44an,
AYYPronT AyHA TAMTPIr4aHa.  3ypXHWUNA
OPONH TYNXANT axurnargaxryn. 3ypXHUR
aBMa TOL, X3M XKWUFA, 3Mrar Lyyrnadrym
COHCOr4oHO. Ypyyn yrnaaH sraaH, YMnArnar.
Xan 4uurnar, HAMIAH UanBap ©HrepTau.
15 wygTton, apyyn. XoBMuWH eHrey
TOMTPINTIIP XIBMANN 306516H, AMIANIAIYN.
Onar pganyy Tomponryh. [ssg, poon
MeYOUNH OYynYUHrMMH TOHyc cyn. lagHa
Ganar a3pxTHMM xerkun 3eB, 1 Tewmcer
XYYXHarT OyycaH To3pxun wampaxrym. AHyc
OpYMbIH apbC U3B3p, 6baac epepT 1 yoaa
X9BUWNH TOrToyToun rapHa. LWWasc yycHaapaa.

CyraHaac TyLIWX Xen A433p 30rcooxof 5 cek
OpYMM 30rcOoO0[ Xen cynpaHa. YaaaHaap
©HXOpPH®.

JNlaGopaTtopn, AYPC  OHOLUMIITOOHbI
WHMHXUr33: Xyyx434 LYCHbl A3MT3P3HIyM
LWMHXUIT39, OMOXUMU, LUSICHUA E€PEHXUN
LWNHXWUIT3S, WUMMYHOMOMMWH  LUMHXWUTIJ,
reHeTUKNNH LUMHXNITIS XUNC3H.
LlycHbl O9Nrap3Hrym LLUNHXUNTI9H,
NEeNKouMTo3, TMNOXPOMbIH, MWKPOLUMUTBIH
XOHIeH Xan63puiiH uyyc  Garagant.
BroxmmuinH LUMHXNITD, LlYCHbI
OYNarHanTuiH LUNHXKNITTII, LLI33CHUN
EPOHXMN  LUMHXWUNMIdHL,  ©eepynesnTryu.
MMyHOnormimH LUMHXUITTO9HA,
rmnepeuTaMmmHos [.

LuToreHeTUKUMH WWHXWUNTI3HA:
Xyyxgag 6oauT  y3narasp unapd  6ym
©BOPMOL, LUMHXYYO3A YHAJCMN3H  XaMm
LWVHXWAH ypbayuncaH oHow TaebX, FISH
WnHXmMraar 2023 oHbl 11 capa XMAC3H.
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LLUMHXUNrasHun gyrHanT

15q11-q13
NN3PC3H.

XOCHUNH MUKpogeneum

fnraH oHowwunroo
Angelman syndrome
Cohen syndrome
Congenital hypothyroidism
AMuunras

Hapan vyen 2 cap ragaagag X3BTOH
AMUNAracaH. TyxaH yen  XoonnosnTbir
A3MXWUX, Tryypcaap XOOSfoxX, 9MYMKiH
XdAHanTTanraap ©ara ©Garaap XOOMNJOX,
GueniH Gangnbir TOrTBOPXYynax 6ycag
WNHX TOMAMMWH 3MYNNTISHYYL XUATLOCIH.
CanH copox 4YagBapTau, XUH TOrTBOPTOM
HOMArAaX 3X3NICAH, COPOX 3anrmx Yun
axunnaraa xsHanttam 6oncoH, rap 6yn

acapraa cyBwnraaHol Tanaap OypaH
oMnronTTon  GONCOH  Tyn  3MH3Mr33C
rapracaH. XerKnuiH OapXLI33ANTIN

XYYXOUAH C3PradH 3acax XenkrvunH TeBA
ycaH 6apua, 3yy aMUYUNraaHg xampargcaH.
OXOMYT-nH Magparn, Ynx xamap XOOS0MH,
A0ToOo4, LWYYpas, Yponoru, Hyd, COprasH
3acax, MoHron AnoHbl SMHIMTMAH XYY XAUAH
M34P3NNNH SMYNIH XsiHanTaHg, 6anaar.

Xanuamx, AYrHInT: Mpagep-Bunnu
CUHOPOM Hb 15-p xpomocombiH 15q11.2—
13 6ycag Barpnax reHUnr MN3apXNnaxrym
Ganx yen yycHa. 1.Paternal deletion~70%
/3UrMiH  XpOMOCOMbIH  X3Car  ycTcaH/
2.Maternal uniparental disomy (UPD)~25%
/ayrmniiH xpomocom ort 6anxryi/ 3.Imprinting
defect~1-3% /auruiiH xpomocom bawraa 4
naaBxrymn 6oncoH/. [1]

Tapxant 1:15.000. [2]. Oanxuvg HUATIL
ToxnonanbeiH Too 350,000—-400,000 opynm
GanHa. XyncunH xapbuaa 1:1. OHownorgox
AayHoax Hac 2-5 Hac. DNA methylation
LUNHXUITTI9HUIN XYPTIIMXK CalXmpcaHTan
XONOOOTON HsApaM yeac OHOLWOrAOX Hb
HOM3racaH. [4]

OMH3AN3YIMH LMHXKYYA Hb HAc HacaHa oHLor
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6angar. 0—1 HacTang GynYMHrMnH cynpan,
XOONnonTblH  O3pXW33n, COPOX XOX6ex
YagBap cyn, ynnax, 6eemkmx LWnHX Yryn,
X646NreeHnn A3BXM, BYNYMHIMIAH XYY Cy1,
XWH B6ara 6anx wunhHxTan. [3] 1-10 HacTang
XOOMHbI AYPLUMA HAMITA3X, Tapranant, Xan
Apua, CITraL, XedesireeHun  xouporgorn,
YPT HYYP, HAPUIH AyX, OOOLW YHXCaH am,
HYA, XWKUT rap/xen 33par uapan TepXUKnH
©eBepMeL, eepuienT unyy To4 axurnargaHa.
[5] ©cBep Hac 6a HacaHa xyparygag 3aH
TONeBUNH eepynent, yyp byxumaan nxran,
XAHANTIYA NO3X, YNXPUNH LUMXKWUH, CITIan
ryTpan ToXuongox xaHanaratamn. [6]

Terc aMuynargaxrym Y OnoH TanblH A3MXNAT,
XAHaNT WwWaapaaar. Hapan yeac xoonnonTbiH
A3MXKNAr (ryypc, Tycran XoonsnonT), gynaax
Xagaranax, Copox 4agBapbir camxpyynax,
XAHaNT (ambcranbiH BOMOH 3ypX CygacHb!

TOrTONUOO), XXWMHI XSHaX, Xe[enreeHui
A3MXNar, rep Oyn, acpaH xamraanary
HapblH 3pyyn M3HOUNH ©GonoBcponbIr

A93LUNYYaX, 6CONTUNH JaaBap IMUYNIITIY,
CcaTran 3yWH 3eBneree, GanrMH gaaeap
opriyynax aMuYunrad, XenesnreeH, caTra,
TaHWH M33XYMN, OKOYHbI XODKITUAT A3MXUX,
X3n 3aChblH AMYUIITA3T LOrLOOP Hb Y3YYITHS.

[7]
Aynpax Hacnant 30-50 xwun. [8] TaprananT,
3ypX Cy4acHbl 3pCcaan, CaTran 3ynH xamparn

Hb XYHAP3 YYCrax ron Xy4uH 3yun 60nHo.
[M3p OYNMIAH A3MXKAAr MaLl vyxarn.

OpT OHOLUMATOO, ONIOH TanT Lory, Tycrnamx
yanuunrag, rap OynuiH  oponuoo  Hb
TyXaH XYyXOWMH amMbAparnblH YaHapbIr
M3A3raaxyny, camxpyynax 6onomxkron. [9]

Ec 3yiH maparasn: OHaxy Toxuongona

xonborgox  GawryynnarblH ~ €c  3yWH
3eBLUeepern aBCaH. Quar AXUINH
36BLUOEPNESP 3MHIM3YMH  M3O33MSIMNTN

HUNTANC3H. byx ynn sBU Hb XenbCUHKUWH
TyHxarnan O60noH OSMHAON3YWH €cC 3yWH
cTaHgapTbir MOPACOH. ©BUYTOHUI
M3ASJ3NNUNH  Hyyunanbelir OypaH XaHrax,
ctaHgapT OHLUWUIITOOHbI XYP33HI3C
X3TPaaryn 6osHo.
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Tanapxan: OHIXYY TOXMONANbIH
OHLWIKMArOOHA Tycnanuaa y3yyncaH MoHron
AnoH CypranTbiH SMH3N3r, XYYXAWWH Tacart
Tanapxan wnapxuinee. MeH rap OynumnH
XaMTblH axwunnaraa, €c 3yWH 3eBriefniumnH
A3MXKIAIT Tanapxax 6arHa.
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ABSTRACT

PRADER-WILLI SYNDROME

Gantsetseg.E',Dejiddulam.G’, Amgalan.B’

Email: ggg008904@gmail.com

" Department of Pediatrics, School of Medicine, MNUMS
Phone: 99890818, 85778870

We report a case of a 1-year-6-month old
baby presenting with classic clinical of
Prader-Willi syndrome, a rare congenital
disorder. Early identification and
multidisciplinary management are critical to
improving outcomes.

Case presentation: Patient U is a 1.5-year-
old male. Due to his inability to breastfeed
for the first day after birth, diagnostic
tests were initiated. He was dependent
on tube feeding for over two months. At
9 months, the child was able to hold their
head up and began sitting independently
around 11 months. His eyes are slightly
slanted, the bridge of his nose is narrow,
the upper lip is thin, and the corners of
his mouth are downturned.The skin soft
texture. Muscle tone is noted to be weak.
The size of the arms and feet is small.
Additionally, the neck is of short stature.
Cytogenetic Analysis: November 2023.
The analysis identified a microdeletion in
the 15q11-q13 chromosomal region. He
was discharged from the hospital upon
demonstrating the ability to suck effectively,
achieving consistent weight gain, and
having his sucking and swallowing activities
adequately controlled.

Discussion and Conclusion: Prader-Willi
syndrome is a genetic disorder resulting
from the non-expression of a gene located
on chromosome 15 at the 15911.2—q13
region. The prevalence of corresponding to
an approximate global total of 350,000 to

400,000 cases. The sex ratio is equivalent
at 1:1. In the initial year of life (0—1 year),
affected infants commonly present with
muscle weakness, difficulties in feeding,
reduced sucking capabilities, absence
of crying or vomiting, diminished motor
activity, poor muscle strength, and low
weight. For individuals aged 1 to 10 years,
symptoms encompass increased appetite,
obesity, delays in speech and psychomotor
development, a long facial structure, narrow
forehead, downturned mouth and eyes,
small hands and feet, along with other
distinctive facial features. In adolescence
and adulthood, prevalent symptoms may

include behavioral changes, irritability,
uncontrolled eating habits, diabetes,
and depression. From infancy onward,
holistic care may include nutritional

interventions (such as tube feeding and
specialized diets), strategies for heat
retention, enhancement of sucking abilities.
Cardiovascular and respiratory monitoring,
weight management, physical activity
support, health education for families
and caregivers, growth hormone therapy,
psychological counseling, sex hormone
replacement therapy, and assistance with
movement, psychomotor skills, cognitive
and intellectual development, alongside
speech therapy. Timely diagnosis,
integrated multidisciplinary care, and
proactive family involvement have the
potential to markedly enhance the quality
of life for affected individuals.



