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AHHOmMayusn

AxmyaavHocmsb. Cunyipom IIpagepa—Buuiu (CIIB) — penkoe reHetndeckoe 3a60sieBaHue, CBA3aHHOE C IIPEUMYIIECTBEHHBIM IT0PAYKEHUEM
HEPBHOW CHCTEMBI C TIOCIIEAYIOIIUM BOBJIEUEHUEM JPYTHUX cucTeM. OCHOBHBIMHU ITPU3HAKAMU CHHAPOMA SIBJISIOTCS JIETCKAS TUIIOTOHUS, THIIOTO-
Ha/{i3M C TUIIOT€HUTAIU3MOM, MOPOU/THOE O3KUpEeHUe, HapyllleHne KOTHUTUBHBIX (DYHKIIH.

IJeaw. IIpe3eHTanus peaKoOro CyIydas C paCCMOTPEHNEM 0COOEHHOCTEN KJIMHUYECKOH KapTuHbI U TeyeHus CIIB.

Mamepuaavt u memoouvt. Victopust 607Ie3HM MAIIMEHTKH A., 10 MeC, HAXOAIIEeCs: Ha 00CIeIOBAHNY U CTAIIIOHAPHOM JIEYEHUU B 3-€M OT-

nenennu OBY3 OJIKB, a takke matepuass! miatdopmsl Pubmed.

Pe3yavmamut. B craTbe IpezicTaBIeH KIMHUYIECKHUH caydaii cuagpoma IIpagepa—Biiiin y 1eBOUKY 10 MECALEB C IIPOsIBJIEHHEM IIEPBBIX IIPH-

3HAKOB BO BHYTPUYTPOOHOM IIE€PHO/IE.
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Abstract

Relevance. Prader—Willi syndrome (SPW) is a rare genetic disease associated with a predominant legion of the nervous system with subsequent
involvement of other systems. The main signs of the syndrome part childhood hypotension, hypogonadism with hypogenitalism, morbid obesity,

and impaired cognitive functions.

Goal. Presentation of a rare case with consideration of the features of the clinical picture and course of SPW.
Materials and methods. The medical history of patient A., 10 months old, who is undergoing examination and inpatient treatment in the 3rd

ward. OBUZ ODKB, as well as the materials of the Pubmed platform.

Results. The article presents a clinical case of Prader—Willi syndrome in a 10-month-old girl with the first signs in the prenatal period.
Keywords: Prader—Willi syndrome, hypotension, hyperphagia, hyperglycemia, cognitive dysfunction.
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C unzipom Ilpagepa—Busuiu (CIIB) — cioKHOe reHeTu-
yeckoe 3a0osieBaHUe, MOPAKAIONIEe HJIOKPHUHHYIO,
HEPBHYIO U JIpyTHe CHCTEMBI OPraHOB. Briepsble cHHAPOM
OpI ommcaH B 1956 I. IIBEHIJADCKUMHU IeuaTPaMHU
A. Prader u H. Willi. 3a6osieBaHne XapakTepusyercs: Mbl-
IIeYHOU ¢1a00CThI0, OTCTABAHUEM B YMCTBEHHOM Pa3BUTUU
nanueHTa u oxxuperueM. CIIB sABseTca JOBOJIBHO PEIKUM
3abosieBanreM (1 caydail Ha 15 THIC. HOBOPOIKAEHHBIX) U
MPOABJIAETCA OOBIYHO CHOPAJMYECKUMU BCIBIIIKAMU, OF-
HAKO PUCK POXKJEHHS TaKoro pebeHKa B CeMbe, TZe yiKe
ectb 6ospHOM CIIB, cocrasisieT OT 1 10 25% U 3aBUCUT OT
YPOBHSA HapylleHUA CTPYKTYpHI reHa. drtuosorusa CIIB 3a-
KJIFOUAeTCsI B IIOTEPe XpOMOCOM OT OTIIa U MOXKET Pa3BH-
BaTbCcA TpeMsA NMyTAMU. [IepBbIi ABIAETCA UCXOZOM Jiese-
IIUY HKCIPECCUPYEMBIX OTIIOBCKUX T'€HOB B «KPUTHYECKOH
obyracTi» XpOMOCOMBI 15(q11-q13 B MOMEHT HMIIPHUTHHTA.
Takoll BapuaHT HaOJIIOZAaeTcs MPUMEPHO Yy 60% marnueH-

ToB. KyIMHMYeckas KapTHHA TaKOro BapHaHTa HapyIIeHUs
ABJIsIETCA caMOU Tskesnod. CyIecTByeT Ba BapuaHTa Jie-
senuu npu CIIB: Tun Ia BrIO9aeT XxpoMmocomy 15q OT IIPO-
KCHMaJIbHOM JIO IUCTAJILHOYM TOUKH pa3phIBa, Tyl Ib 3axBa-
THIBAET JIMIIB YYACTOK JAHHON XPOMOCOMBI. JIpyrum Bapu-
anToMm naroreHne3a CIIB sBisieTcs ogHOIO A UIN OTHOIIA-
peHTasIbHAA IUCOMUA 110 15-H I1ape XPOMOCOM CO CTOPOHBI
marepu. Takoii ¢opmoii cTpasaeT IpuMepHO 30—35% ma-
nueHToB. V3onucomus Takke guddepeHnupyercs Ha ABa
TUMA: MEPBBIH IIPOMCXO/AUT B pe3yJbTare HacJaeT0BAHUA
15-i Iapbl XpOMOCOM OT Ga0yIIKK WU JIeAyIIKU. Bropoi
TIO/ITUTI TIPEZICTABJISAET COOOM reTepoICOMMUIO, IIPU KOTO-
pOii o/1HA 15-1 XPOMOCOMa HACJIEAyeTcss OT OabyIku, Ipy-
ras — OT JeZyIIKA. Y OCTaBIIIEHCSA YaCTH MalleHTOB OOHa-
PYKMBAIOT TPETHH IIyTh, 3aKJIOYAINUNACA B Jedexre
[IeHTpa UMIIPUTHHTA WUJIN TPAHCJIOKAIINY U NHBEPCUU 15-1
xpomocoMbl. Takue n3MeHeHUs B CTPYKType I'eHa IPUBO-
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JAT K HApYIIEHHWIO pOCTa, runepdaruy, CHIXKEHHUIO MBbI-
meyHoro Ttonyca. ITosromy narnuenTsl ¢ CIIB CKJIOHHBI K
Pa3BUTHIO OKUPEHH:, CAXapHOI'o AuabeTa U OCIOKHEHHUH
CO CTOPOHBI CEP/IEYHO-COCY/IUCTOM CUCTEMBI [1, 2].

CIIB sBisieTcs MOJIMOPraHHBIM 3a00JIEBAHIEM, II03TOMY
KJIMHUYECKasd KapTHHA y HEKOTOPBIX IAIUEHTOB MOXKET
pasyinyaTthCd, B 3aBHCUMOCTH OT BO3pacTa U DPa3BUTHUA
ocioxkHeHUU. B ocHOBHOM et ¢ CIIB pokpmarores ¢ Hu3-
KOU Maccoii Tesa, BRIpa’KeHHOH I'UIIOTOHHEN, THIIOTIIa3Huen
TeHUTAJINH, YBEJTMYEHUEM COOTHOIIEHUSA TOJIOBBI K IPY/IH.
¥V takux fieTed cy1abo BhIpasKeHbl crubaTesbHblie pedIeKcsl,
GOJIBLIINHCTBY TSAXKEJIO JIEPKATh TOJIOBKY U BBIIIOJIHATH CO-
caTeJIbHBIN pedIieKc, BCJIEZCTBHE YETO BO3HUKAIOT TPYAHO-
CTH C KOpMJIEHHEeM. B paHHeM Bo3pacre CTeIleHb TAKECTU
TUIIOTOHUU CHIIKAETCs, HO HAaOJIIOAAIOTCS YXy/IIIEHU KOT-
HUTUBHBIX QYHKIIUH U HapylIeHus pocra pebenka. Koruu-
THUBHAsA AUCQYHKIUA INPOABJIAETCA CHUKEHUEM HHTEJ-
JlekTa pebeHKa, KOMIIYJIbCHBHBIM IIOBEIEHUEM, SMOIHO-
HaJIBHOHU J1abmibHOCTRI0. Y manuentoB ¢ CIIB wHabiro-
JIAI0TCA U3MeHeHHs (GOpPMBI TOJIOBBI ¥ BHeITHOCTH. {14 Ta-
KHUX OOJIBHBIX XapaKTepHa Aoauxonedantnyecks popma ye-
pena, Kocorjasue, MUHAQJIEBUJHASA IJIa3Hasd IIeJb, Ma-
JIECHBKUU B3/IEPHYTHIH HOC U AHOMAJIUU 3yDOUEIOCTHOU
CHCTEMBI.

B teuenun CIIB BeimenaoT 4 ¢daspl. HauanpHasa dasza
[IPOTEKAET BO BHYTPUYTPOOHOM II€PHOZIE U XapaKTepU3y-
€TcsA CHIKEHUEM IIOJBUKHOCTH M OTPAHMYEHUEM pPOCTa
w107a. B JaHHBIA MOMEHT HEBO3MOKHO JJOCTOBEPHO OIIpe-
nenuth Hamure CIIB y peGeHKa, Tak Kak TeHEeTUYeCKUe
METOZIbl MICCIIEZIOBAHNSA BOPCUH XOPUOHA WJIM aMHUOTHYE-
CKHUX BOJ| HE JIaIOT JIOCTOBEPHBIX pe3yspTaToB. Paza 1 moa-
pasnesseTca Ha 1a, /Ui KOTOPOH XapaKTEPHO CHIDKEHHE
TOHyca U pedJieKcOB pe0eHKa, a TakKe BO3HHUKHOBEHHE
TPYJHOCTE B KOPMJIEHHH, U 1b, B KOTOpYyI0 HabJIo/iaeTcs
YCTOHYMBBIA POCT U HAGOp Macchl Tesia pebeHKa. JlaHHaA
daza pyures ¢ MomeHTa posk/ieHus pebeHka 1o 2 jieT. [1pu-
MEpHO ¢ 2-JIETHETO Bo3pacra Hacrymaer ¢asa 2, Kotopasd
Tak)Ke pasziesisiercss Ha a U b. B 2a nepwuoy Habsro/1aeTCst
yBeJIMYeHre Macchl Tesia 60JIBHOTO, IIPU 9TOM H3MEHEHUs
obpema mumy He mpoucxonut. Ominyuem 2b ¢assl AB-
JisieTcs TOBBIIIeHHEe 00beMa W KaJOPUWHOCTU ITHIIY,
BCJIEZICTBHE YEero BO3HHUKaeT oxxupenue. Cienymomas dasa
AKTHUBHpYeTCS NPUMEPHO Iocsae 8 jieT pebeHKa U COIpo-
BOJKJIA€TCA IyBCTBOM rosoza 6e3 Haceimenusa. ®aza 4 Ha-
6stroziaeTcsi B 6oJiee B3pOCJIOM Bospacte (Iociie 15 JIeT) U
XapaKTepu3yeTcs: CIOCOOHOCTBIO IAIFieHTa KOHTPOJIUPO-
BaTh ammerur [3].

[TaToreHe3 OXKHMpEHUsA 3aKJIIOYAETCs B HApYIIEHUU pa-
GOTHI IIEHTPOB T'0OJIO/IA, PACHOJIOKEHHBIX B IHIIOTAJIAMYCE,
TUIIIOKaMIle, OpOUTOPPOHTAIFHOW U MEAMAIBHOH IIpe-
(dponrTaBPHON KOpe. ITpu ncce0BaHUN CTPYKTYP MO3Ta y
marnueHToB, crpagatonux CIIB, ¢ moMompio GyHKIIMOHATH-
HOHM MarHUTHO-PE30HAHCHOH ToMorpaduu rnepes IpueMoM
IUIIY OBLIO BBIABJIEHO HOBBIIIEHNE aKTUBHOCTH B 00J1aCTH
JIUMOUYECKOH CHCTEMBI U ee CHIDKEHUE B IapanumoOunde-
CKOW, T.€. B THIIOTaJIaMyce U rumnmnokamie. [Tocie ynorpe6-
JIEHUS NHIOH OTMEYAJIOCh IOBBIIIEHHE CTUMYJIANUU B
obJlacTu IIEHTPOB MHUINEBOM akTuBaiuu (mapaaiuMbuye-

ckasg ¥ JauMOuueckass o0JiacTH) W CHIDKEHHME B 00J1acTH
LIEHTPOB MHIIEBOI0 TOPMOXKeHUsA (OpOUTOPPOHTAIBHAA U
MeavalIbHAA npedpoHTaIbHAA KOpa). fpKoe nposBieHue
Takoro GbeHOMeHa BO3HUKAET IIPU YIOTPeOGJIeHUH BBICOKO-
KaJIODUWHON NHUINM U OTpa)kaeT CBA3b rumepdaruu c
TIOCJIEYIOIINM OKHPEHHEM ¢ AuChYHKIMeH TUIIOTaIaMu-
YecKOTr0 KOHTPOJIA HACHIIIeHHUA. B mojep:kaHum oKupe-
HUA He MeHee BaXKHYIO POJIb UTPAIOT TOPMOHBI T'PEJINH, 110-
JIMIEIITUT TIOKENYA0UHON »kenesbl, mentuzn YY (PP u
PYY), sientuH, aluIIOHEKTHH U PE3UCTHH. ['pesuH — memn-
THJI, IPe/IIeCTBEHHUK IIPEIIPOrpesInHa, BhIpabaThIBaeMbIi
KJIETKAMHU 2KeJIyZIOYHO-KUIIEYHOTO TpakTa, Haubosee u3-
BECTHBIM Kak TOPMOH rosiozia. Pusmosiornueckne 3¢ @exTo
IpeJIMHA 3aK/II0YAIOTCSA B TIOBBIIIIEHUH AllIIETUTA, CTUMYJIA-
MY POCTa U TepMOreHe3e Oyporo Kupa. YCTaHOBJIEHO, UTO
y ZleTell paHHETo Bo3pacTa YPOBeHb I'DeJIMHA B KPOBH JI0-
CTHTaeT MaKCHMAaJIBHBIX 3HAUeHHUH, 3a CUeT TPYAHOCTEeH
KOpPMJIEHUs, U B IPOIecce Pa3BUTHSA CHIDKaeTcsA. IMeHHO
COCTOSTHHE TUIIEPTPEJIMHEMUH ABJIAETCS IIyCKOBBIM (haKTO-
poMm runepdaruu, KOTopas B JlaJbHEUIEM II€PEXOJUT B
oxupenue. PP u PYY cuHTe3upyoTrcsa IpeuMyIlecTBeHHO
L-xeTkamMu MO/IB3/I0IITHON KHIIKK U BBITOJHAT (DYyHK-
OUI0 WHAYIUPOBAHUA UyBCTBA CBITOCTH. Y IAIlMEHTOB C
CIIB KoHIeHTpanus cBOOOJHO IUPKYIUPYIOIINX IEITH-
JIOB OOBIYHO CHUKeHA. JIelTHH BpabaThIBaeTCs aUuIonu-
TaM{ ¥ HTEPONHUTAMU TOHKON Kuinku. Pusnomorude-
ckuil 3¢ PexT menTuza 3aKA0YAETCA B PETYIANNN XKUPO-
Boro obMeHa u ammeruTta. IIOBBIIIEHHE KOHIEHTPALUU
JIEITHHA aKTUBHUPYET IIEHTPHI CBITOCTH, PACIIOJIOKEHHbIE
B AyrooOpasHOM sJpe TUIIOTajJaMyca, U HHTubupyer
SHepreTUYecKuit ooMeH. JIyis onpeseseHus B3auMOCBA3H
MesK/ly KOHIleHTpanuel jentuHa u oxuperuem mnpu CIIB
610 TIpOBejieHO HccenoBanre Goldstone u coaBt. Pe-
3yJIbTaTaMU HCCJIEJIOBAHUA IOCTYKUJIN JAHHBIE YPOBHS
JlenTHHA B KpoBHU y AieTel ¢ CIIB 1o cpaBHEHHUIO ¢ moKkasa-
TeJIIMHU Y 3/J0POBBIX. BBIIO BBISIBJIEHO, UTO KOHIIEHTPAIHA
JIEITHHA B KPOBU Yy JleTell, BO3PACT KOTOPBIX COCTABJIAI
7 Mec — 5 Jiet, ¢ CIIB 6bly1a IOCTOBEPHO BBIIIIE, UEM Y Jie-
Tel KOHTPOJIbHOM IpyIIbl. AZTUIIOHEKTHH TaKKe BhIpada-
THIBA€TCA QAUIOIUTAMU WM HUTPAET POJIb B PETYJIANNU
OJKHUpeHU:A. Ba>KHOH 0COOEHHOCTBIO SBJIAETCSA CBA3b KOH-
LeHTPalluy aJIUIIOHEKTHHA C BEPOATHOCTHIO DPA3BUTHUSA
WHCYJIMHOPE3UCTEeHTHOCTH, a TOYHee, BHICOKUH YPOBEHb
MeNTH/ia yBEJIWYUBAEeT TPOIHOCTh TKaHEW K TJIIOKO3eE.
¥ nanuenTos, crpagawomux CIIB, koHIeHTpanusa afuio-
HEeKTHHA CHIKEHA, II03TOMY BO3MOKEH DHCK Pa3BUTHUSA
caxapHoro guabera 2-ro tumna. Eme olHUM IpeJicTaBUTE-
JIeM IeNTHU/0B, y4aCTBYIOIINX B PAa3BUTHH OKUPEHUs, sAB-
snsercsa pe3ucTHH. CHHTE3 PE3UCTHHA OCYIECTBIISAETCS
IpeajiuIonuTaMy. V3Ha4ajpbHO CYUTAJIOCH, YTO IIOBHI-
IIeHHasd KOHIIeHTpPanus YPOBHS Pe3UCTUHA SABJAETCS
(axTOopoM puCKa pa3BUTHUA WHCYJIUHOPE3UCTEHTHOCTH,
O/THAKO JIJaHHAA TeOPHA OKa3asach JOKHOU. PyHKIUA pe-
3HCTHHA 3aKJII0YAeTCsA B aKTUBAIINYU IIPOLIeccoB posunde-
panuu r1aiIkod Myckysartypsl. Takoi sddexT obecreun-
BaeT BhIPAOOTKY MeZIMaTOPOB BOCHaieHus (9HAOTEINHA 1,
MOJIEKYJI MEXKKJIETOYHOH aJ[re3UH U JIP.), YTO IPUBOJUT K
Pa3BUTHIO apTepHOCKepo3a. TakKe pe3UCTUH HHAYIU-
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pyeT BBIPAOOTKY JIMIOIPOTEUZOB HHU3KOW IIJIOTHOCTH
(JITTHIT) u cuumkaet BocupuumunBocts JITTHIT-perento-
POB K JaHHOU (ppakIuU JINIH/IOB, TEM CAMBIM 3aIlyCKasd
HapyLIeHUs XKHPOBOTO 00OMEHA, YTO BIIOCJIEJCTBUH IPU-
Be/IeT K CEePJIeYHO-COCYAUCTHIM OCJIOXKHEHUAM. CTOuT
YYHUTBIBATh, YTO JAMHAMHKA KOHIIEHTPALMH IIePeYnCIIeH-
HBIX IeNTHA0B y nanueHTos ¢ CIIB mupoko Bapsupyercs.
ITosTOMY OTKJIOHEHHE OT HOPMBI YPOBHSA TaKUX IENTH/IOB
B KPOBHU He fABJIAETCS ITUOJIOTHYECKUM (PAaKTOPOM, a CKO-
pee IPUYNHOU Pa3BUTHUA OCJIOXKHEHUH [4].

Hedunur ropmona pocra y nanuentos c¢ CIIB cBasas ¢
YMEHBIIEHHEM BBIPAOOTKH COMATOTPOIIHOI'O TOPMOHA
BIUIOTH /10 TIOJIHOTO OTCYTCTBHS €r0 CHHTEe3a, a He ¢ aHATO-
MHUYEeCKHIMHU HapylleHUusMH runodusa Wi FHIoTazaMyca
KaK IIpe/rosiarajioch pasee. IIpyumHON THUIIOrOHAAM3Ma
MOTYT fABJIATBCA JlepeKThl HAa YPOBHE I'HIIOTajlaMyca U T'HU-
nodusa, a TakKe HAPYIIEHUs CHHTE3a TOPMOHOB II0OJIO-
BBIMH ‘KeJIe3aMH. DTHOJIOTMYECKUM (PAKTOPOM TaKUX W3-
MeHEeHUU, IPEJIO0KNUTENTbHO, sABJsAETCS HapylleHHe
¢ysxnum resa NECNID, pacnosiokeHHOTO y 4esoBeKa B
15 XpOMOCOME U 7 XpoMocoMe y Mblted. Iloreps pyHKINN
NECNID y wmplmieii IpUBOAUT K HApYIIEHHUIO CHHTe3a Io-
HaJI0-PWIN3HHI-TOPMOHA, B Pe3yJIbTaTe 4ero HapyllaloTcs
IIpOIIeCChl OOreHe3a. BOBHMKHOBEHNE BCIIBIIIIEK THEBA CBSA-
3aHO ¢ runiepdarueil 1 HapyIIeHuAMHA KOTHUTUBHON (DyHK-
[IMHY, U3-32 Yero OOJIBbHBIM CJIOJKHO IIEPEKIIIOUaThCA MEKILY
3a/1a4aMU U BBIIIOJIHATH Kakue-1ubo ¢pyHknuu. beuio yera-
HOBJIEHO, YTO KOCBEHHBIM TPUITEPOM BO3HUKHOBEHUS BBI-
COKOAMOIIMOHAIbHBIX BIIN307I0B SBJISETCS BJIUAHNE BeTeTa-
THUBHOU HEPBHOW CHCTEMBI, TaK KaK CTUMYJIANNSA OJIyK/1a10-
II[eT0 HepBa yMeHbIIIasla CTelleHb BBIPAYKEHHOCTH BCIIBIIIEK
rHeBa y HeKOTOpbIx narueHTos ¢ CIIB [5, 6].

J171a moctaHoBKY AuarHosa «cugapoM IIpagepa—Buuiu»
HeoOXOJIUMO AaKIIEHTHPOBATh BHUMAaHHE Ha KPUTEPUH
pritoueHusa. OHu juddepeHnUNpPYOTCA HAa OCHOBHBIE U
BTOpPOCTeIleHHbIe. K OCHOBHBIM OTHOCATCS: HEOHATaJIbHAsA
U MJIaJileH4YecKas THUIOTOHUA, TPY/HOCTH C NHUTAHHEM B
MJIQ/IEHUeCTBe, Ype3MepHOe yBeJMYeHHe MacChl Teja ¢
12 Mec 710 6 JyieT pebeHKa, I'MIIOTOHA/IU3M, XapaKTepPHbIE
yepTHl JINIA, 337lepP’KKa pasBUTUA U runepdarusa. Bropo-
CTelleHHble KPUTEPHUH BKJIIOYAIOT: CHU)KEHUE IIeBeJIeHUH
IUIOJIA BO BHYTPUYTPOOHOM IEpHOJie, HApyIIeHUsA CHa
(cuHAPOM OOCTPYKTHBHOIO aIHO3), HU3KUH POCT, aHOMa-
JINM 3peHus, HapyIIeHUs apTUKY/IANUN. Y JleTel 710 3 JIeT
nuarao3 CIIB mokeT ObITH ITOCTABJIEH B CIydae COBIIAZE-
HUA 5 JUATHOCTHYECKUX KpUTepHeB (U3 HUX 3 KpUTepUs
OTHOCATCS K OCHOBHBIM). Y ITAIIMEHTOB CTapIlle 3 JIeT JIhar-
HO3 CTaBUTCA B CIy4yae HUIMYHA 8 KPUTEPHEB, U3 KOTOPBIX
4 OTHOCHUTCS K IPyIIIIe OCHOBHBIX.

Juarnocruka CIIB Brirouaer o6beKTHBHOE 00CI€10Ba-
HUe, pAj J1ab0paTOPHBIX M MHCTPYMEHTAJIbHBIX METOJIOB.
Hawn6osiee nHOOPMATUBHBIM fBJIAETCH JIA0OPATOPHBIN Me-
Toz, — aHanu3 Metunuposanus JIHK ¢ nmomomipio noiume-
pasHo# nenHoH peaknuu. B Hopme JJHK uwesioBeka cozmep-
JKUT METHJINPOBAHHYIO (YHACJIEZOBAHHYIO OT MaTepy) U He-
METIJIMPOBAHHYIO (YHAC/IEZOBAHHYIO OT OTIA) aJUieiu. B
cJIydae OTKJIOHEHUS HCCIJIEZyeMBIX TI0Ka3aTesleldl OT HOPMBI
(y 99% mnaruentoB ¢ CIIB) mpoBojguTcsi uccael0OBaHUE

FISH (dioopectienTHas tubpuansanus in situ) c 1esnpio
OTIpe/Ie/IeHusI CTaTyca JIeJIel[UU U UCKIIOUEeHUsT aHOMAaJIHI
15-# XpOMOCOMBI. B ciiydyae eciu cratyc /iejieliiu B HOpME,
HO €CTh OTKJIOHEHHUS B IIPOIECCe METHINPOBAHMUSA, TO MIPO-
BOJIUTCSI AHAJIN3 HA BBISBJIEHUE IUCOMUH 15-1 XPOMOCOMBI
MaTepH ¢ MOMOIIbI0 XPOMOCOMHBIX MUKPOUHUIIOB ¢ SNP- 1
CNV-30ou7amu. [[y11 Ha3HAYEHNS TOPMOHO3aMeCTUTEIbHOU
Tepanuu HeoOXOUMO HCCJIEZIOBAaHUE TOPMOHATBHOU aK-
TUBHOCTH HA/TIOYEYHUKOB (YPOBEHb KOPTHU30JI1a U aJ[PEHO-
KOPTUKOTPOITHOTO TOPMOHA), IUTOBUIHOU Keye3bl (Th-
PEOTPOITHOTO TOPMOHA, TPUHOA- U TETPAHOATHUPOHUHA) U
rnmedyeHd, OCOOEHHO BAXKHBIM SIBJISIETCSI KCCJIEIOBAHUE
YPOBHsI HHCYJIMHONOM06HOTO (dakTopa pocra-1. s BbI-
siBJieHUsl uabeTa MPOBOJAUTCS OIpe/ie/ieHHe YPOBHS TUTI0-
KO3BI B KPOBH, a TaK)Ke IEPOPAJIbHBIE TITIOKO30TOJIEPAHT-
HbIE TECTHI. J[JIs OIeHKYU HAJTUYUs alTHO3 BO CHE, 0COOEHHO
y AeTel, HaXOAAIIMXCSA Ha TOPMOHO3aMeIAIoIIel TepaIii,
npoBoauTca nosucomMHorpadua. Y manmeHtoB ¢ CIIB
Ba)KHO CJIEUTH 3a CTEMEHbI0 MUHEPAIU3alHUU KOCTHOHN
TKaHU, MIO3TOMY BAPUAHTOM HHCTPYMEHTAJLHOM /[MarHO-
CTUKHU Y TAKUX OOJIbHBIX SIBJISIETCS IByXOHEPrUUecKast peHT-
reHoBckast abcopouuomerpust (DXA). JIist OIeHKH MaToI0-
TUYEeCKUX MU3MEHEHHH KOCTHOW CHCTEMBI, TAKUX KaK CKO-
JI03, HeOOXOUMO IPOBEZIEHNE PEHTTEHOIOTUYECKOTO HC-
ciemoBanusa [7].

Jleuenue CIIB 3akitogaeTcs B ONTUMAIbHON KOPPEKIUU
MMUTaHUs, TOPMOHO3aMEIIAIIIEeH U CHMIITOMaTHUIeCKOH Te-
pamnuu. I1oAX0/ K KOPPEKIINY TUTAHUs 3aBUCUT OT (Ha3bl
pasButus 3aboseBanus. Ha srtame 3abosieBaHusi, KOTZa
Macca Tejia 1 aleTUT CHUKEHbI, He00X0/IMMO TIOBBIIIIEHUE
KaJIODUMHOCTA THINU U YMEHbIIIEHUE [BUTATEJIbHOU aK-
TUBHOCTH, Ha JTaIlle MOBBIIIEHUS — PAIIMOHAIIBHOE YMEHb-
[IeHNEe KaJOPUU C pacipe/ieJieHneM MaKpPOHYTPUEHTOB.
[ManrieHTaM, CTPAJAIOIINM OXKUPEHHEM, PEKOMEH/IYeTCs
JIeTa, COCToAIIaA Ha 30% U3 JKUPOB, 45% YII€BOJOB, 25%
OeJika v He MeHee 20 T KJIETYATKU B JIeHb. BbLIO BHISBIIEHO,
uTo y jieted (¢ 2 /10 10 JieT), COBIIOAABIINX TAKOW PEXUM
MUTaHUsI, HAOJIIOAAJIOCh YMEHbBIIEHWE TOJIUHBI IO/~
KOKHO-?KHPOBOH KJIETUATKU U Macchl Tena [8].

dapMaKOJIOTUYECKOE JIEUeHUE BKJIIOUAET TEPAIHI0 Top-
MoHamMu pocta. llesb TopMOHO3aMeNIAoIell Tepauu 3a-
KJII0YAeTCsl B HOPMAaJW3alliyd Macchl Teja, MBIIIEYHON
maccol U pocra. Jlyisi koppeknuu JedUunuTa cCoMaToTPOI-
HOTO TOPMOHA IIPUMeHsAeTCs PeKOMOMHAHTHBIN TOPMOH PO-
cra uestoBeka (PT'PY). [lanublii mpenapaT oka3biBaeT 6J1aro-
NIPUATHBIN 3G (eKT He TOJIBKO HA IIOKa3aTesnd POCTa, HO U
Ha yJIydllleHue KOTHUTUBHOU (YHKI[MU ManueHToB. Mia-
JIEHI[aM | JIETSIM JI0 2 JIET PEKOMEH/IyeTCs] HAYNHATh TOPMO-
HO3aMecTUTeNbHYI0 Tepanuio PTPY c¢ 0,015 mr/kr/cyt
U crycts 3—6 Mec JieueHHUs IOBBINIATH JIOBUPOBKY 10
0,035 mr/kr/cyT. [lokazaHreM K Ha3HAUYEHUIO TAKUX IIpe-
mapaToB, MOMUMO JedUIUTa TOPMOHA POCTA, SBJISETCS
TUIIOTUPEO3, LEHTPaJbHAs HAJIIOYEeYHUKOBasl HEI0CTa-
TOYHOCTb U TUIIOTOHA/TU3M. J[JIsl JIeueHUs O3KUPEeHUs IPU-
MeHsercsa aroHuctT GLP-1 — smparirytu/i, TOYKO#M NpUIIo-
JKEHHUS KOTOPOTO SABJIAIOTCA HEHMPOHBI AyroobpazHOTo
si7ipa THUIOTaJaMyca, CBS3aHHBIE C AKTUBHOCTBHIO MHIIE-
Boro nosesieHuA. ®apmakosiorndyeckue 3Q¢eKTsl JTUpa-
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[JIyTUZIa 3aKJII0YAIOTCS B IOBBIIIEHUN UyBCTBA HACBHIIIE-
HUS ¥ HOPMAaJIU3aluy YPOBHS [JIIOKO3bI B KpoBH. IIpemna-
paTrom BbIOOpA MPU TepAlUU TUIMOTOHAAU3MA Yy MaIb4u-
KOB SIBJISIETCS TECTOCTEPOH B 2 (popmax: sHaHTAT (IIPO-
JIOHTUPOBAHHOTO JIEWCTBUS) U IUITHOHAT (KOPOTKOM JJ1U-
TEJIBHOCTU JielicTBusi). HaumHaTh TEpamnuio MPOU3BO/I-
HBIMH TECTOCTEPOHA PEKOMEH/IYETCsI C 12 JIET C JIO3UPOBKHU
100 Mr/mec W 4depe3 2 rojla JieUeHUsl EPEXOJUTh Ha
250 mr/mec. Tepanuio ruroroHaiu3Ma y IeBouek caeyeT
HAYUHATD C 10 JIET HU3KUMHU /[03aMU 3CTPOTEHOB (1/8—-1/4
OT B3POCJIOH 7103bI). PucKy pa3BuTH:A caxapHOro auabera
2-TO THIIA TO/[BEP:KEHBI B OOJIBINIEH CTENEHU MOJ[POCTKH,
MO3TOMY IpernapaTaMyl BbIOOpa B JJAaHHOM CJIydae sIB-
JISIIOTCSI, TOMUMO aroHucToB GLP-1, ”HrUOUTOPHI JAUTIEn-
TUAWINENTHa3bl-4. [Ipu HA/IMOYEUYHUKOBOU HeIOCTa-
TOYHOCTU PEKOMEH/IyeTCsI MPUMEHSTh I'HPOKOPTU30H B
JIO3UPOBKE 50 MI'/M? B MOMEHT OCTPOT'O IIPOSBJIEHU (MH-
JIyIIUPYIOT CHUMIITOMAaTHKY OOBIYHO CTPECCOBBIE CHUTYa-
) [9, 10].

KnuHnueckuin cnyyanm

B kauecTBe WTIOCTPALUY TPUBO/IUM HUCTOPHUIO OOJIE3HU
Aratsl K., HaxouBIIIeliCcS HA JIEUEHUN B OT/AEJIEHUH COMa-
trueckol menuatpun O6GJIACTHOU JIETCKOM KIUHUYECKOH
6ompuunbl (OJKB) 1. Kypcka. 13 anamHe3a JKU3HU U3-
BECTHO, YTO PeOEHOK DPOXKJIEH OT IATOW OepeMeHHOCTH,
npoTekaBiiell Ha (oHe HeOJHOKPATHOM OCTPOH pecrupa-
TopHOU BupycHOU uHpeknuu (OPBN). ¥V mwioxa Haboma-
JINCh TaKWe MOPOKHU Pa3BUTHUS, KAK TUIMOIUIA3US HUKHEN
YeJIIOCTH, PaCIIeIiHa TBEPJIOTO M MsTKoro Heba. Macca
Tejla IPU POKAEHUHM COCTaBWIa 2700 T, POCT — 50 CM,
OKPY>KHOCTB TOJIOBBI — 36 CM, OKPY?KHOCTh TPYZIA — 32 CM.
Ouenka mo mkase Anrap 5/7 6awios. Haxomumcs B otze-
JICHVH PeaHNMAal[ii U WHTEHCUBHOU TEPANHNH B TKEJIOM
COCTOSHHM 3a CYET JIBbIXaTeJIbHOM HEeZ0CTATOYHOCTH Ha
¢one cuHIPOMA ABIXATEIBHBIX PACCTPOMCTB, pa3BUBIIENCA
BHYTPHYTPOOHON MH(EKIINH, HEBPOJIOTHYECKUX Hapylle-
HUH, HEJOHOIIEHHOCTH. Y Ial[MeHTa TakXKe HabJII01a10Ch
CHUKEHUE MBIIIEYHOTO TOHYCA, CHIIKEHUE pedJieKCoB U
JIBUTATeJIbHOU akTUBHOCTU. Tpoduyeckoe muTaHue IMOJIY-
YaJl ¢ IePBBIX CYTOK B PACIIMPEHHOM /10 (PU3UOTOTHIECKON
HOPMbBI BapuwaHTe, KOPMUJICS 4epe3 30H]l, COCATEIbHBIN
pediiekc oTcyrcTBOBas. 3a BpeMsi HAXOXK/IEHUS B CTAIHO-
Hape Ha0rofanach npubaBKa B Macce Tesa +1200 T.

Jlast nasnpHedero obcie/loBaHus U jedeHus: pebeHoK
OBLT TIepeBeJIeH B OT/AEJEHHE COMATUUECKOU IeAuaTpuu
OIKB r. Kypcka, rge Haxogucsa ¢ JUArHO30M: IIOCJIe/i-
CTBUSI CTOHKOTO IMePUHATAIBHOTO TUITOKCUYECKU-UIIEMH-
YeCKOro IOPaKeHWs IeHTPAJbHOM HEPBHOU CHCTEMBI,
paHHHUI BOCCTAHOBUTEJIBHBIN IIEPUOJ, CHHAPOM JBHUTA-
TEJIbHBIX HapYIIeHUH (CUH/APOM MBINIEYHON I'UIIOTOHUH),
Oy06apHBIN CUH/POM; HaTaJbHAs CIIMHAJIbHAS TpaBMa:
nmoaBeiBux C1-C3 kxmepenu; cuuapom IIrepa—Pobena;
BPOJK/IEHHBIU [TIOPOK Pa3BUTHUA YeJIOCTHO-JIUIEBOH 001a-
CTH: CpeJIMHHAsl PAcIleJIHA MSITKOTO U TBEP/AOro Heba,
TUIONJIa3Us HIKHEH 4YeJI0CTH; OTKPBITOE OBAaJIbHOE
OKHO; JIEBOCTOPOHHSSA IHEJI0IKCTa3Us B aHAMHe3€e; HH-
(exnua MoueBBIX myTeH.

Ha xoMIpI0TepHOH TOMOTpaMMe TOJIOBHOTO MO3ra I1aTo-
JIOTUYECKUX M3MEHEHHUH BellecTBa MO3ra Ha MOMEHT HC-
cJIeJI0BaHUA He OBLJIO BBISBJIEHO.

B aHasm3e KpOBU HAa TeHETHUYECKYIO IIPEAPACIIOIONKEH-
HOCTb K Pa3BUTHIO CIIMHAJIBHO-MBIIIIEYHOH aTpoduH siese-
Iy 5k30Ha 7 reHa B SMN 1 B rOMO3UTOTHOM COCTOSIHUU HE
3apPETUCTPUPOBAHA.

Ha ¢one sieueHns B HEBPOJIOTHYECKOM cTaTtyce 0e3 JauHa-
MUKH JIeBOYKA OblIa BBIIKACAHA JIOMOH B CTAOUJIBHOM CO-
crosiHuu. IIponoymkana HaGIIOAAThCA HEBPOJIOrOM aMOy-
JIATOPHO, TIOCTOSHHO IOJIydasia Kypchl HOOTPOITHOH Tepa-
TN, MaccasK, 6e3 cymecTBeHHOro 3¢ dekra.

Jlns npoBenieHUA 00CIe0BAHUA U JIEUeHUs HAIpaBeHa
B 3-e otnenenne OJJKD r. Kypcka. IIpu ocmotpe dusnue-
CKOe M IICHXOMOTODHOE pa3BUTHe AucrapMmoHudHoe. Co-
crosiHHe pebeHKa CpeJHETSIKENIOe 32 CYeT HEeBPOJIoThYe-
CKOH CUMIITOMATHKH, crabribHoe. Co3nanue sicuoe. CIioH-
TaHHAsA JBUTATeJIbHAS aKTUBHOCTh 3HAUNTEIPHO CHIKEHA.
Ha ocmoTp pearupyer cy1abbIM yCHUJIEHHEM JIBUTATETbHOU
aKTUBHOCTH. BckapmiuBaHue cmecblo «MasroTka»
10 200 MJI + IPUKOPMBI II0 BO3PACTY, €CT CAMOCTOATEJIHHO,
He cpbiruBaet. I1oBbIIIEHHOTO TUTaHUA (BeC 10,750 KT, IPH
JIOJDKHOU Macce Tesia — 9,5 KI, pocT 72 cM). KoxkHble 11o-
KpOBBI 6J1€THO-p030BbIe, yucThle. CKiepsl cBesible. [lepu-
(epruueckue mumdaTaeckue y3ipl He TaibnupyooTcea. Ho-
COBO€ JibIXaHue cBOOO/IHOE. 3eB UKCThIN, pO30BbIH. I'py/-
Has KJIeTKa He 1e()OpMHUPOBaHA. AyCKyJIBTaTUBHO B JIETKHUX
JIbIXaHUe IIySPWJIbHOE, XPUIIBI He BBICIyIIMBaoOTCA. Ya-
CTOTa ZIbIXaTeJIbHBIX IBIDKEHUN — 30 B MUH. B kuciopoz-
HOU gotamuu He Hyxkzaaercda. Carypanusa — 96%. ToHbI
cep/ilia SICHbIe, PUTM NIPABIJIBHBIH, YACTOTA CEPJIEYHBIX CO-
KpamjeHuii — 120 B MHH. ApTepHaJIbHOE /laBJIeHHE —
90/50 MM PT. CT.

Ha MOMEHT HEBPOJIOTHYECKOTO OCMOTpPA CO3HAHHE fC-
Hoe. /IBurarespHas aKTUBHOCTh 3HAUUTEJIBHO CHIKEHA.
MeHUHTeaIbHBIX 3HAKOB, OOIIEMO3TOBOH CHMIITOMATHUKH
HeT. I'ostoBa rpy6o He medopmupoBaHa. OKpY:KHOCTb TO-
JIOBBI — 43,5 cM. BosipImmoil pogHUYoK 1,0%1,0 CM, Ha
ypoBHe Kocrell ueperra. YMH — 6e3 oTk0HEeHUH. Mbliey-
HBIH TOHyC ymepeHHO auddys3Ho cHmkeH. D=S. I'moTou-
bl pedutexc (+). [Ipu Tpaknuu 3a PyYKHU TOJIOBY IIbITA-
eTcs yAep:KaTh, IMOATAHYTh. [locaxkeHHyI0 o3y 6e3 mo-
JIEP’KKHU He yziep:kuBaeT. [Ipy BepTUKaIM3auy OIOPHI HeT.
B moJsioxkeHUM Ha KUBOTE T'OJIOBY IPHUIIOJHHUMAET c1abo,
HET OIIOPBI Ha PYKH, IIEPeBOPAYUBAETCA CO CIIUHBI HA 00-
YOK.

[Tpu 1a60paTOPHOM HCCJIEOBAHUU B KDOBU M3MEHEHUsA
rokasaresieli, xapakrepHbIx 1A CIIB He oTMeuanuce.

Ha ssextposHniedanorpaMMe oTMedannch odiue gud-
(y3HbIe n3MeHeHN OU03IEKTPHUECKON AKTHBHOCTH KOPBI
Mo3ra B BHJe (parMeHTapHOIO CEHCOMOTOPHOTO PHTMa
7—8 B CeKyH/ly, BBICOKOH IIP€JICTABJIEHHOCTH MeJ/JIEHHO-
BOJIHOBOI aKTHUBHOCTH T3Ta-AeJIbTa JIUAa30HAa, BHICOKOU
IIPEJICTaBJIEHHOCTH OeTa-aKTUBHOCTH.

IIpn mpoBezieHUU yJIBTPA3BYKOBOTO HCCJIEZIOBAHUSA TO-
JIOBHOTO MO3Ta y HaIyeHTa HabIi0/1a10ch He3HAUUTETbHOE
pacuupenrie OOKOBBIX KETyJOYKOB Oe3 HapyIIeHUs JIUK-
BOPOZMHAMHUKH.

86 | KNUHUYECKMII PA3BOP B OBLLEA MEQULIMHE | TOM 5 | Ne1 | 2024 | Clinical review for general practice | VOL. 5 | No. 1| 2024 |



Knununueckmii anyyair / Clinical Case

PeGeHOK OBUI NPOKOHCYJIBTHPOBAH 3HJIOKPHHOJIOTOM,
rocJsie yero ObLT BBICTABJIEH AUATHO3 «cUHApPOM Ilpanepa—
Brutn»

JUIs KOppEKIUY BBIABJIEHHBIX HapyLIIeHHH PeKOMEeH/I0-
BAHO JIedeHUe, BKJIIYalollee MUTaHue 1o Bospacry, JIOK-
KOMILJIEKC, KOHCYJIBTAI[UIO HEBPOJIOTA U MOCJIe/yIoIee Ha-
OsroieHMe TIeuaTpa.

PeGeHOK OBL71 BHINIUCAH B CTAOWIBHOM CPENHETKEIOM
COCTOSHUY I10J] HAOJIIOZIeH e IIeJIUaTPa 10 MECTY JKUTEb-
CTBa, Macca TeJia IIPH BBIIIUCKE COCTaBUIIA 10,320 KI.
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