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CuMnTOMBI MYJABTUCUCTEMHOIO ayTOCOMHO-
JOMHHAHTHOTO 3a00JI€BaHMS BKJIIOYAIOT 33JEPIKKY
pocTa, XapakTepHYI0 MUTMEHTALUIO, YEPEITHO-INLEBBIE
U CKeJIeTHbIe aHOMaJIMU, OTCTaBaHHE

B MHTEJUICKTYaJIbHOM Pa3BUTHU PA3HOM CTETIEHU
BBIPAKEHHOCTH, a TAK)KE IIMPOKUH CIIEKTP HapylICHUH
€O CTOPOHBI CEPACYHO-COCY JUCTOM CUCTEMBI.

B cratbe 060cHOBaHO, uTo cunapoM Hynan (NS)
BIIMSIET HAa BCE CUCTEMBI OPraHU3Ma, XapaKTepu3yeT
CI0’KHYI0 COBOKYIMHOCTb KIIMHHYECKHX CUMITOMOB.
Ha ocHOBaHMM KIIMHUYECKUX PU3HAKOB ONPENECISIIOT
TepaneBTHYECKHE TTOCIIEICTBHUS 3a00JIeBaHUS U
HEOOXOANMOCTD HAOJIIOAEHHS 32 3/I0POBbEM B TCUCHHUE
JKHM3HH C Y4ETOM KOJIMYECTBA U YaCTOTHI OCIOXKHEHUH,
3aperucTpupoBaHHBIX aist NS.

Ha npoTskeHuH JeTCKOTo U MOIPOCTKOBOTO BO3pacTa
BaXXHBI IOCTOSTHHBIEC CEpJICUHBIE, POCTOBBIE,
HEHPONCHUXOIOTHYECKHE U Ay THOTIOTHYECKHE OLIEHKH.
JlokazaHo, 4To TsKkecTh NS BapbHPYeT OT JIeTAIbHBIX
BHYTPHYTPOOHBIX MPOSBICHUH 10 JETKUX MOPasKeHUH
€ HOPMaJbHOM MPOAOIKUTENBHOCTBIO XKU3HH

1 MUHMMAJILHBIM YPOBHEM 3a00JIeBaEMOCTH.

Symptoms of this multisystem autosomal dominant
disorder include growth retardation, characteristic
pigmentation, craniofacial and skeletal
abnormalities, varying degrees of intellectual
disability, and a wide range of cardiovascular
disorders.

The article substantiates that Noonan syndrome
(NS) affects all body systems and is characterized
by a complex set of clinical symptoms.

Based on clinical features, the therapeutic
consequences of the disease and the need for
lifelong health monitoring are determined, taking
into account the number and frequency of
complications recorded for NS.

Throughout childhood and adolescence, ongoing
cardiac, growth, neuropsychological, and
audiological assessments are important. It has been
shown that the severity of NS varies from lethal
intrauterine manifestations to mild lesions

with a normal life expectancy and minimal
morbidity.
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Bsenenue

Cunnmpom Hynan (NS) — pacmpocTpaHeHHOE ayTOCOMHO-TIOMUHAHTHOE
3a00yieBaHUE, KIMHUYECKM M T€HETHYECKHM HEOJHOpPOAHOE. OCHOBHBIMHU €ro
IPOSIBIICHUSIMU SIBJISIFOTCS. HU3KMI POCT M BpOXkAeHHbINA nopok cepaua (BIIC),
yaiie BCEro €O CTEHO30M JIETOYHOM apTepuu. llepBoHauangbHBIE OINKCAHUS
COCPEOTOUYEHBI HA XaPAKTEPHBIX YePTaxX JINIA KaK YACTH KIMHUYECKON KAPTUHBI.
JIOCTYITHOCTh ~ TEHETHYECKOTO0  TECTUPOBAHUS  IPOJIEMOHCTpHpOBajia €€
W3MEHYHMBOCTh, MPU KOTOPOUN MOBEAEHUYECKHUE U 3IMOLIMOHAIbHBIE OCOOEHHOCTH
MOTYT ObITb Oo0Jiee BBIpaKE€HHBIMHU. | uneprpoduueckas KapAUOMHONATHS
("KMII) npucyrtctByet nnpumepHo y 20 % marnueHToB, 0JIHAKO 3TOT MMOKa3aTelb
CWJIBHO BapbUPYET B 3aBUCMMOCTH OT MYTHUPOBABIIEro reHa. /J[narHocruueckue
npusHakun cuHapoma Hynan (Diagnostic features of Noonan syndrome)

OTpaxkeHbI B Ta0OMIE 1.

Tabnuna 1 — luarnoctuueckue npusHaku cuHapoma HyHnan

Oco0eHHOCTh A (OcHoBHOI) Cu (MmuHOp)

Tunmunas danust (4eptsl Tuna NS
MEHSFOTCS CO BpEMEHEM

YX0/ 3a TMIIOM || MOTYT UMETh He3HaUHTeNbHbIE  |[IpennonaraemMple 4epThI JIHIIA
pasnuuust). TpeOyercs skcnepTHas

orieHka [ 1]
CTeHO03 JIETOYHOT0 KJIaraHa u/uin

CepaeuHslii runepTpoduueckast JIpyrue nopoku cepaua
KapAHMOMUONATHS

Bricora <3-To NpOLCHTUIIA <10-ro mpoueHTHIs

CteHKka rpygHoun

NE— Pectus carinatum/excavatum [[Inpokas rpyaHas KJIeTka

PoaCcTBEHHMK NIEPBOM CTEIIEHU
C IPU3HAKaMH, YKa3bIBAIOIUMHU
Ha HEUPOJICITUYECKUI CUHAPOM

IPoicTBEHHHK MEPBOM CTENEHU

McTopust ceMbu
p c onpeaeneHHbIM NS

Hebonbmas 3anepxka pa3Butusi,  |He3HauuTenbHas 3ajepxka
[pyroit KPUIITOPXU3M — TUCIIIA3HS Pa3BUTHS, KpUITOPXU3M HIIH
muMdaTHIecKoil cucTeMbl muMdaTudeckas AUCIUIa3Hs

OKOHUATENbHBIM KIMHUYECKUW guarHo3 «cuHapom Hynany (HC)
BO3MOKEH Y JIUL, COOTBETCTBYIOLLUX KPUTEPHUAM:

1A + (ogun u3 2A—6A wnu nBa u3 2b—6b);



1b + (nBa u3 2A no 6A wiu tpu u3 2b no 6b).

OOBIYHO MPEANPUHUMAIOT TOMBITKY MOJIEKYJSIPHOTO TOJITBEPKACHUS
nuarHo3a. C y4eToM KOJMYECTBa PA3IUYHBIX T'€HOB, MATOTCHHBIC BapPUAHTHI
KOTOPBIX MOTYT BbI3bIBaTh NS, 1€1ec000pa3HOCTh METOAA T€HETUYECKOTO
TECTUPOBAHUS JOJKHA ONPENEIATHCS KIMHUYECKUM T€HETUKOM. TecTUpOBaHHE
BapuaHTOB mnoATBepxkaaeT nuarHo3 NS B 90 % cnydaeB; B 10 % ciyuaes
OTBETCTBEHHBIN I'€H OCTaeTCs HEU3BECTHBIM. biaronaps ucnoias30BaHuIo Oojee
MacIITaOHBIX TTaHEJIed T€HOB ISl JUAarHOCTUKKU HAPYILICHUN pa3BUTHUS BO3POCIIO
YUCJIO TAlMEHTOB, y KOTOPHIX NS BBISBICH C MOMOUIBIO MOJEKYJSPHO-
T€HETUYECKOr0 TECTA, @ HE MPEABAPUTEIBLHOIO KIMHUYECKOTO IMarHO3a.

Kiaunuka

Kapouonocus. Jdetn ¢ HC, Bkitouast TeX, y KOro B MJIaJICHYECTBE ObLIH
HOpMalibHbIE AnekTpokapauorpamma (OKI) u sxokapauorpamma, JOJDKHBI
MPOXOJUTh TOCTOSIHHOE KapJuojoruueckoe HaOmoneHnne. OHO BKIIIOYAET
€KEroJIHbIE OCMOTPBI Yy JETCKOrO KapJuojora J0 TPEXJETHEro BO3pacTa, C
MOBTOPHBIMU OIIEHKaMU B IIKOJILHOM BO3pacTe, B IEPHO]I MOJOBOTO CO3PEBAHUS
U TIpU TIEPEX0/Ie K METUIIMHCKUM B3POCIBIM YCITyTaMm.

bonee 80 % manunentoB ¢ HC numerot nopaxkenue cepaua [20], B OCHOBHOM
CTEHO3 JIETOYHOTO KjlanaHa (JIeroyHoil aprepuu). Yacto BCTpedaroTes: 1ePeKThI
MeXIpencepaHon neperopoqku, u'y 20 % namuento Hadmogaercs [KMIIL. ¥V
OOJIBIIMHCTBA TALMEHTOB MPUCYTCTBYET 00JIe€ OJHOIO CepaeyHOro nedexrta
[21]. OKI" 00BbIYHO OTIMYAETCS OT HOPMAIbHOM, (PUKCUPYIOT OTKJIOHEHHE OCH
BIIPABO U BJIEBO.

[Ipencepanas Taxukapaus Bcrpedaercss peako npu HC, xors oHa
JTMArHOCTUPYETCs y AIUEeHTOB ¢ atoreHHbiMu Bapuantamu RAF 1. CooOmaercs
00 aTpe3un KOPOHAPHBIX apTepUid, IKTA3UH U aHeBpu3Max [22-25]. Pacuupenue
KOpHS aopThl HAOIIOANIOCh ¥ 5 % MalMeHTOB B OJHOM CEpPUH, OJHAKO 3TO HE
TpeboBajo BMemaTenbcTBa [26]. PeTpocnekTuBHOE nccaenoBanme 37 malueHTOoB

¢ HC, 16 u3 KOTOpbIX HMMENM H3BECTHBIM BapuaHT, B OCHOBHOM PTPNI1,



IIPOJNEMOHCTPUPOBAJIO  pAaCIIMpPEHHWE KOPHSA AaOpThl M KOJIbLIA, HO HE
CUHOTYOYJIIPHOTO COETMHEHMSI M BOCXO I aopThl [26]. OHO yBEeIUYUBAIOCH
MOCTETIEHHO HA TMPOTSHKEHUHU OmNpeesieHHOro BpemeHH. KopeHb aopThl ObLI
aHeBpu3MatuuHbiM y 21 %, HO €CTECTBEHHOE€ TEUEHHE U ONTUMAJILHOE
YIIPaBJICHUE 3TUM PUCKOM HEU3BECTHBI.

[Tanpenter ¢ NS u HCM wuMe0T BBICOKYI0 YacTOTy COIyTCTBYIOLIUX
BpOXKJIeHHbIX MopokoB cepaua (CHD), mposBienuii B TEpBBIA TOA KU3HU
(57 %) u 15 % cMepTHOCTH, €CJIM JUArHOCTUPOBAHO B MIIAJCHYECTBE.
Habmroganace crnontanHas perpeccuss HCM y 17 % nauumeHToB, KOTOpBIE
nposiBWIMCh B paHHeM Bo3pacte. Yactora HCM Beime npu NS wu3-3a
BapuanToB RAF1 win Ras-nmomoonsix 6e3 CAAX 1 (RIT1). ITIpu NS wuz-3a
BapuaHToB RAF1 Oblu onucaHbl AUIaTaIlMOHHAS KapAuoMUonaTus y aetei [27]
W JeroyHas aprtepuanbHas runepreHsus («OIeHKa —MpeanojiaraeMoro
KPUTUYECKOTO BpoxAeHHOro mnopoka cepaua (CHD) y HOBOpOXIEHHBIX» H
«'unepTpodryeckas KapAUOMHOIATUA Y JIeTeH: KIMHUYECKUE MPOSIBICHUS U
JrarHocTuka» [28]).

[TanmenTel ¢ naroreHHbiMu BapuaHTamMu RAF1 wim RIT1 moryt umers
TSKEIIYI0 HEOHATAIbHYIO KapauoMuonatuio [28, 29 |, u B 3TON KIMHUYECKOM
CUTYyallU PEKOMEHIOBaHO CcpouyHoe TectupoBaHue reHa RASopathy. Ero
MOTEHUIUAJIbHAS TEpaneBTUYECKasl MO0JIb3a MPOWLIIOCTPUPOBAHA OTIEIbHBIMU
COOOIICHUSIMU O KIMHUYECKHX OTBETaX Ha TapreTHyl Tepamnuio. AHajor
panaMuIlMHa 3BEPOJIMMYC TPOJEMOHCTPUPOBAT MOJIOKHUTENIbHbIE d(PPEKTH y
mianenna ¢ tsokenot 'KMIT u Bapuantom QS510E RAF1 [30].

[Tokazano, uro TpamernHu®, unHruoburop kuHazel MAPK/ERK (MEK),
YIIy4IIaeT COCTOSIHHE CEPACYHO-COCYAUCTOW CHUCTEMBI y psAda KPUTHYECKH
oombubIX geteit ¢ HC u 'KMII u mMoxeT ObITh BapHaHTOM ISl IMAIUEHTOB C
pedpakrepnoit 'KMII [31-33].

JleyeHue aHaNOTMYHO Tepanmuu B oOuIed momyisuuu. B ogHOM KpymHOM

PETPOCTIEKTUBHOM HCCe0BaHuM y nanueHToB ¢ HC m cTeHo3oM neroyHoi
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aprepun HaOmoganu 0OoJjiee BBHICOKHI YPOBEHb IOBTOPHOTO BMEIIATEIHCTBA
MOCJI€ YPECKOKHOM OAJIIOHHOM TUIACTUKY JIETOYHOTO KJIalaHa, YeM y MalueHTOB
0e3 HC, u3-3a nucrmactuyeckoil ero npupojibl («CTEHO3 JIErOYHOW apTepHH Y
MJIQJICHIIEB U ICTEH: JICUCHUE U pe3yabTaTh») [21].

OHpokpuHHbIE — NS-crienuduyeckue guarpaMMbl pocTta JOCTyIHHI [ 19], HO
UX TIOJIE3HOCTh OCIApUBAETCS M3-3a PAa3JIMYHBIX CTENEHEH HHU3KOIro poCTa,
HaOJIOMaeMbIX B pa3IMYHBIX TIeHax, MyTupoBaBmux mpu NS. Cpennuii
OKOHYATEIBHBIN pocT a1t Myk4uH ¢ NS cocrasisier 169,2 cMm (quana3oH — ot
153 no 188,7 cM) u mns sxenmuH — 154,4 cm (auamazon — ot 146,1 1o 167,8 cm)
0e3 JiedeHHs TOPMOHOM POCTa, 10 CPAaBHEHHUIO CO CPEAHMM POCTOM B OOIIEH
MONYJISIIUU €BPOIIEUCKOTO MTPOUCXOKIAEHU — 177 cm 1 Myk4unH 1 164 cm i
)keHIMH [34]. 3azmepkka pocTa dalle BCTpedYaeTcss y NauueHToB ¢ NS-
aCCOLMMPOBAHHBIMU MAaTOreHHbIMH BapuaHTtamu PTPN11, yem y manueHToB C
NS u Bapuantamu axtopa oOMeHa ryaHMHOBBIX HykieoTuoB SOS Ras/Rac
1 (SOS1) [35]. IlyGepraTHblil CKadoOK poOCTa YacTO 3aJIEPKUBACTCA WIIU
OTCYTCTBYET, a TaK)Ke HaOJII0JaeTCsi OTCTaBaHWE KOCTHOTO Bo3pacta. Takum
00pa3oM, NOTEHLIHAJ POCTa COXPAHSIETCS B TPEThEM JIECATUIIETUY KU3HU. Takum
oOpa3zoMm, getu Huxke S50-ro mpoueHTWIss pocta Mo NS-crnenuduaeckoit
JMarpaMMe pocTa WM C 3aMEeJIJIEHUEM €ro TEMIIOB JOJIKHBI ObITh HAMPABIECHbI
JUISl KOHCYJIBTAllMU K 3HJIOKPUHOJIOTY.

Hedurut ropmona pocra (I'P) nabmogancs y nauuentoB ¢ HC, ocobeHHo ¢
natoreHHbiMu Bapuantamu SHOC2, Ooraroro jeiMHOM MOBTOpPHOro OeJka
kapkaca (SHOC2). Hecmotpsi Ha omaceHusi OTHOCUTEIIBHO PHUCKa O0OCTPEHUS
['KMII unu obpa3zoBanus omyxosield, Tepanusi ['P npeacrasnsiercss 6e3onacHoit
npu HC [34] u npuHOcHT moiwp3y TeM, y koro nedumur ['P. Onmnaxo
pe3ucteHTHOCTh, K [P BcTpeuaercss wame, yeM aeUUUT, U MpPEeUMYyLIECTBa
BBeieHUs ['P y 3TUX MaiueHToB MOTYT ObITh HE3HAYUTEIbHBIMU. JlOCTYITHOCTD U
HOPMATHUBHBIE MPOLIECCHI U1l Tepanuu ['P cylmecTBeHHO pa3ianuyaroTcs B pa3HbIX

cTpaHax. Pemenne o npegocraBinenun tepanuu ['P 1omkHO npuHUMATBCS IS
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KQ)KJI0T0 NAalMEHTa UHANBUAYAJIBHO HA OCHOBE POCTA, €r0 CKOPOCTH, CEMENHOIO
TEJOCIOKEeHHS, TEHOTUIIa M JII0ObIX cylecTByommx ocnoxuenud HC.
[TpoGiiemMa OLIEHKH U J€UeHUsl AeTel C HU3KUM POCTOM U ACPHUIMTOM TOpMOHA
pocTa moapoOHO 00CYKIAETCS OTACTBHO.

VY nanuentoB ¢ NS ciemyer nNpoBepsITh COCTOSHUE IUTOBUIHOM Kee3bl,
MOCKOJIbKY ayTOMMMYHHBIA TUPEOUAUT, KOTOPBII MOMKET MPOSIBIATHCS B BUJIEC
HU3KOTO POCTa/OTCYTCTBUSI HaOOpa Beca, BCTPEUYAETCS OTHOCHUTENIBHO YacTo.
CxpuHHUHT (YHKITUU TTUTOBUIHON JKeJe3bl (OmpenesieHne YPOBHs ayTOAHTUTEN)
PEKOMEHJI0OBAaHO MPOBOJAUTH KaXKJble TPU TOJa WM Yallle, €CIU BO3HUKAIOT
kinHuyeckue omnaceHus («I[IpuoOpeTeHHBI THUMOTUPEO3 B JETCKOM H
MOJIPOCTKOBOM BO3pacTe»).

Hetipopazeumue u nogedenue — y naiueHToB ¢ NS MOTYT OBITh pa3InyHbIC
npoOsemMsbl (3aziepkKa) HEHpPOpa3BUTHS: ACHUIIUT UCIOJHUTEIBHBIX (DYHKIIHM,
Jerkass yYMCTBEHHAs OTCTAJIOCTh, PACCTPOMCTBO ayTHCTHUYECKOTO CIEKTpa,
CUHAPOM Je(uIMTa BHUMAHUS M TUINEPAKTUBHOCTH, CTPYKTYPHBIC aHOMAJIHH
MO3ra, CyJ0pOTy, aHTUOMATHH «MOSIMOS» U TUNepTpoduuecKas HeBpPOIaTHsl.

Hns  nerer ¢ NS pekoMmeHayeTrcss TMOCTOSSHHOE HaOMOJCHUE 3a
HelpopazBuTeM. JlomkeH OBITh HU3KHM TOPOT I MPOBEJACHUS PYTHHHOM
MarHuTHO-pe30HaHCHOM ToMorpadpuu (MPT) y mainueHToB co 3HAYMTEIBHOM
3aIep’)KKOM  HEHpOpa3BUTHS, CyAOpPOTaMH, YBEIMYEHUEM  IMPOLECHTUIIA
OKPY>KHOCTH TOJIOBbl WU JApyruMu Tmpobsiemamu. OTCYTCTBYIOT JaHHBIE,
KOTOPbI€ CBUACTEILCTBYIOT, UTO aHOMAJIMU HEHPOPA3BUTHUSI, BBISIBJICHHBIE MPU
NS, 10/ KHBI IEUUTHCS MHAYE, YEM aHAJIOTUYHBIE 0COOEHHOCTH, BCTPEYAIOIITHECS
B OOIIIEH MOMYJISIINH.

Y HeKOTOpbIX NalUEeHTOB ¢ NS 3a7epKMBaIOTCS OCHOBHbIE MOTOPHBIE BEXU
Y HaBBIKM DKCIPECCUBHOTO (B OOJIBINEH CTEMEHU, YeM PEIENITUBHOTO) S3bIKa |2,
36]. B ogHom wuccrnenoBanuu y mnanueHToB (151 den.) ¢ NS nHabmoganoch
YBEJIMUEHHUE CPEIHET0 BO3pacTa HECKOJbKUX JTAllOB Pa3BUTHUS, BKIIIOYAsS

cunenue B 11 mec, Xxoap0y B 21 Mec U UCIIOIb30BaHUE IPOCTHIX MPETIOKEHUHN U3
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JIBYX cJioB B 31 mec [2] mo cpaBHEHHUIO C HOPMAJIbHBIMU BeXaMu B 6—7 Mec J1st
cUeHUs, 15 Mec 11 caMOCTOSITEIbHON XOIbOBI U UCTIONB30BaHUs Ppa3 U3 JBYX
CJIOB B 24 mec.

OpnHako paHHHME 3Tanbl Pa3BUTHS XapaKTEPHbl I MHOTMX JETel C
HEUPOJIENITUYECKUM CHUHIPOMOM. JIt0Oble MMEIOIIMeCs pa3iuyus B Pa3BUTHU
OTHOCUTEJIBHO HE3HAYUTEJIbHbl U MOTYT HE MPOSBIATHCA IO MOCTYIUICHUS B
mKoy wid B Oonee mno3aHeMm JgerctBe. CylIecTBYET KOPpPENALUs MEXKITY
3HAYUTENbHBIMH TPYAHOCTSIMHU B KOPMJICHUH U OoJiee MO3AHEH U 3HAUUTEIHHON
3a1epKKOU pa3BUTHA [36]. /[BUraTenbHblE HABBIKM OCTAIOTCS HAPYIIECHHBIMU B
TEUEHHE BCETO MEpHOJIa AETCTBA, YTO BIUSAET HA MEJIKYHD MOTOPHUKY H
KOOPIMHALIUIO. [IpoieMOHCTpUPOBAHO CYILIECTBEHHOE YXYILICHUE
JIBUTATEJIbHOW CHJIBI, TPOU3BOJUTEIBHOCTH W BBIHOCIMBOCTU [37], Hapsady co
3HAYUTENIbHOM MBIIIEYHOU 00JIBI0. DTH MPOOJIEMBI OCTAIOTCSI HEHEPEIIEHHBIMH.

Koadpdunument wunremnekra (IQ) wumeer TeHAEHIMIO OBITH CJErka
CHIWKEHHBIM y AeTeit ¢ NS. bonbmuHCcTBO Mol (GyHKIIMOHUPYIOT B CpPEeIHEM
JMana3oHe, COTJIACHO MOJIENU, KOTOpas HEMOCIeA0BATENbHA B pa3HbIX 00J1aCTAX
[36]. B nercTBe cioCOOHOCTH K BU3yalbHOW 00pabOTKE U BU3yalbHO-MOTOPHOU
MHTETpalyy, a TaKKe apTUKYJSLMS B IKOJIHHOM BO3pacTe 4acTO HApyLIAKOTCH,
ycyryOmnsitoTcst motepedt  ciayxa. HapymieHust mparmMaTudeckoro (HaBBIKH
COIMAJIBHOTO) SI3bIKA PACIPOCTPAHEHBI, HO HE OTPAXKAIOT MOCTOSHHOW KapTUHBI
[38].

Y B3pocibIX W Yy JAeTedl OTMEYalT TPYAHOCTH C BBHINOJHEHUEM
MOBCEHEBHBIX 3a7]a4, KOTOPHIE 3aBUCAT OT WCIOJHUTENBHBIX (DYHKIIHM,
pe1yCMaTpUBAIOIIUX PaboUyo MaMsATh UM CAMOKOHTPOIb. KOMIETEHTHOCTD B
COIMAJIbHBIX HABBIKAaX Takxke cHmKaercs [36]. HeobxoaumocTh B crieruaibHOM
oOydennn y aeteit ¢ NS BcTpeuaeTcst pesiko, moapoOHOe HEHPOTICUXOIOTHYECKOe
TECTUPOBAHUE MPOJAEMOHCTPUPOBAIO 3HAYMUTENBbHYIO OOpa30BaTEIbHYI0 H

MOBEJCHYECKYIO 3a00JIeBa€MOCTh. Y JIeTel C MOJEKYJISPHO TOATBEPKICHHBIM



NS nabmtomaercs BHICOKAN YPOBEHb PACCTPOWCTB AyTUCTUYECKOTO CHEKTpa M
cuHapoma jJeduluTa BHUMAaHUS U TUIIEpaKTUBHOCTH [36, 39, 40].

B3pocabie ¢ cMHIPpOMOM HEUPOJIETICHH, KaK MPaBUII0, UMEIOT OOJIee JICTKHE
KOTHUTHBHBIC HAPYIIECHUS, YeM JIeTH, U (YHKIIMOHUPYIOT TaK K€, KaK U IPyTHe
B3pOCJIbIE C aHAJOTHYHBIM YypoBHeM oOpaszoBanus [41]. s Bcex TIE€HOB,
CBSI3aHHBIX C CHHAPOMOM HEHpOJENCcUM, HAOIIOAACTCA MIUPOKUM CHEKTP
MHTEJUIEKTYaJIbHBIX CIIOCOOHOCTEH.

YacrtoTra CTpYKTYpHbIX aHOMaimuii Mo3ra HesdcHa [36]. CooOmanoch o
Manbopmarnu Kuapu u runponedanuu [36]. Cynoporu Habmogatorcs y 13 %
MalKEHTOB U MOTYT UMETh HECKOJIBKO MOATUIIOB [36]. AHrHonaTus «MOsIMOSI»
onucaHa y psana nerei ¢ NS [42, 43], B TOM 4uciie KaK XapaKTEPHBIN MIPU3HAK Y
JBYX JUI € mnaToreHHbiIMM BapuaHtamu CBL, BBISIBICHHBIMH TIpU
CEKBEHUPOBAaHUU HK30Ma [44]. Y 3TUX MaIMEHTOB PETPOCIIEKTUBHO OOHAPYKEHBI
eaBa  3aMeTHble  mnpu3Haku  RAS-matum. Hwmerorcs  cooOuieHus o
TUNEpTPOPUIECKON HEBpOMATHH, aHAJIOTUYHOW TOM, KOTOpas HaOIIOJaeTcs y
MalKueHToB ¢ HeWpodubpoMaro3zom Tumna 1, y TNalMEHTOB C MAaTOrN€HHBIMU
BApUAHTAMU B I€HaXx, CBA3aHHbIX ¢ NS [45].

I'emaTonornyeckne. C NS cBsizaHbl pa3iUyHbIE TIE€MATOJOTHYECKHUE
MpOSIBJICHUSI, BKJIIOYasi MuesonpoiaudepaTuBHbie 3a00J€BaHUs, TaKUE Kak
FOBCHWJIbHBIN MHEJIOMOHOLMTAPHBIN JICUKO3 (FOMMUI, JMML)
(«3nokauecTBeHHbIE HOBOOOpa3zoBaHMs»). ['emarocrieHomeranus, KOTOpas
MOXET pa3pelInThCsl CIOHTAHHO, MHOT/Ia HaOmogaeTcs y nainueHToB ¢ NS 0e3
JPYTUX J0Ka3aTeIbCTB MUENONpoirdepaTuBHOTO 3a00yieBaHus. Y TOATPYIIIBI
nainueHToB ¢ NS nuarHoCTUPOBaHBI CUCTEMHAsl KpacHasl BOJIYAHKA, OCOOEHHO C
Bapuantamu SHOC2, a Takyke MHOKECTBO JPYIHX ayTOMMMYHHBIX 3a00JI€BaHU
B couetanuu ¢ Bapuantamu CBL [46]. AyTOMMMYHHBIN TUPEOUTUT BCTPEUACTCS
qare, 4eM B 0OIIeH MOy IS,

Jlerkue CUHSIKM XapaKTEpHBI JJid maiueHToB ¢ Bapuantamu PTPNI11 [14].

HaOmronaetcs nmoBbIllIeHHAs TEHICHIIUS K KPOBOTEUECHUSIM — yMepeHHoe Y 39 %


https://www.uptodate.com/contents/noonan-syndrome?search=синдром%20нунан&source=search_result&selectedTitle=1~71&usage_type=default&display_rank=1#H2837793608

u Tsbkenoe y 18 % nanneHToB B 0HOM HEOOMbI0# cepun [47]. Y HEKOTOPHIX U3
HUX 00HapyKeHbl YacTHUuHbIN neduumt daktopa VII, a Takxke Apyrux ¢pakTopos,
3aBUCAIIMX OT BUTamMuHA K, HapymeHus Koaryasuuu u AePeKThl (QyHKIHH
TPOMOOILIUTOB, arperaluu M CeKperuu. TecThl Ha KOaryJsluio U (QPYHKIIHIO
TPOMOOIIMTOB PEKOMEHIOBAHbI MAIlMEHTaM C MOJI03PEHHUEM Ha KPOBOTOYHBOCTD
WJIU TIEpe]] OTIepaLuen.

[TanmmenTaMm ¢ BeicokuM puckom FKOMMII nipenyiaraeTcst mpoBOIUTh OOLTHHA
aHaJIM3 KPOBU KaXK]Ible TPU MECSIa, TOYHBIN PUCK TPYIHO ONPENEIUTD, 1aKe NpU
U3BECTHBIX BAPUAHTAX COXPAHSAETCS PUCK CUMITOMATHYECKOTO MHTEPBAIBHOTO
nposiBiienus. [IpennoururensHo nHOOPMUPOBATH JIUII, OCYIIECTBISIOMUX YXO/I,
MU OCHOBHBIX Bpadeu o pucke IOMMII u ero npusHakax, IpemJIOKEH HU3KHM
MOPOT JIJIsl IPOBEPKH OOIIETr0 aHainu3a KPOBU B CIyyae BO3HUKHOBEHHS KaKUX-
160 omaceHui.

Jlumparnueckne. Jlumpenema MoxkeT IPUCYyTCTBOBATH B JTIOOOM BO3pacTe
npu NS. Hekoropsie pusnyeckue nposiBieHUs, TAKKE KaK NEPENOHYATOCTh IIeU
U T1TO3, MOTYT OBITb pe3yJibTaTOM OTeKka B YyTpoOe Marepu. BrisBieH
cnenuuyeckuii peHoTun auMdeeMbl, COCTOAIIUN U3 TETCKOTO UM B3POCIOro
Hayajga JBYCTOPOHHETO OTE€Ka HWKHMX KOHEYHOCTEH, MOJOBBIX OpPraHOB U
xuje3Horo pedurokca ¢ aumdopeeit [48]. CucteMHOe MopaxeHue, Takoe Kak
XWIOTOPAKC WM KUIEYHAs JIMMQPAHTHIKTA3Usl, BCTPEUYACTCS YAaCTO U MOXKET
MPOTrpeccUupoBaTh. XWIE3HBIH PEQIIOKC SBISIETCS OCHOBHBIM MEXaHU3MOM.
PacnpocTpaHeHHBI OTEK TOJIOBBIX OPraHOB MOXET OBbITh €IMHCTBEHHBIM
NOpaXEHHBIM MECTOM, UTO MPEeAyCMaTPUBAET CHEIMAIbHOE 00CIEOBAHNUE.

Jleuenne numdenembl CTaHIApTHOE — C (U3UMYECKUMU MeEpaMu U
JTUETUICCKUMHU W3MEHEHHUSIMU TIPU CUCTEMHBIX TposiBieHmsX. Coobmanoch o
CJIO)KHOM XHUPYPrHYE€CKOM JICYCHHH BYJIbBapHOU NuMdanrudkrazuu [48] u o
peakuuu Ha uHruoutopel MEK (Hanpumep, TpaMeTWHUO) y NAIMEHTOB C

TsDKEJIoN TuMdaTuaecKkor HerocTaTouHoCThIO [33, 49, 50].
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IHouku. Onrcano MHOKECTBO aHOMaJMi moyek B cBsi3u ¢ NS. JloxaHouHas
HKTa3Ms MOYEK YaCTO HAOIIOAACTCS Y IJI0/I0B IPU CKAaHUPOBAHUU OEPEMEHHOCTH,
MPOBOAUMOM Ha 20 Hed, U MOXKET Pa3pelIuThCA CIIOHTAHHO. PacmpocTtpaHeHbl
HKTONUS MOYEK U CTPYKTYpHbIE aHOManH [2]. Takum oOpa3oM, B IOCTHATAILHOM
MEPUOE TOCIIE€ IOCTAHOBKU IMAarHo3a nokazano Y 31 nouexk.

Koxka. Cyxocth K0kH (KCepo3) yaile BcTpeuaercs y jrogei ¢ NS, uem y
HaceJieHus B 1eJoM. Ee MOXXHO KOHTPOJIMPOBATH C MOMOIIBI CTaHIApPTHBIX
pEeKOMEHIAIMi, MPUMEHEHUSI CMSTYAIONIMX CPENCTB, M30eraTh BO3JCUCTBUS
yeyryomstomux ¢pakTopoB. HeByChl U JIEHTUTO MOTYT OBITH TPOTPECCUPYIOIIUM
npuzHakoM NS ¢ BO3pacToOM, OHH UMEIOT HU3KUH 3JI0KAUECTBEHHBIN MOTEHIINA.
X MOXXHO KOHTPOJMPOBATh KaK aHAJIOTUYHBIE MOPaXEHUs, BCTPEUAIOITUEC Y
HAaCEJICHHS B LIETIOM.

Od¢ranbmodiorus. Pedpakimonnsie omMMOKA BO3HUKAIOT Y OOJIBIIMHCTBA
naMeHToB ¢ NS, mpu 3TOM cOOOIIAIOCh O KOCOIJIa3UuH, TMIEPMETPONHH U
acturmarusme [14]. Kpome o0mmx 3KCTpaOKyJSIpHBIX MposiBieHUM NS, Takux
KaK TUIEePTEIOPU3M, ITO3, CKOIIICHHBIE TJIa3HBIE IIEIN U SIMTUKAHTYChI, BO3MOHBI
AHOMAJIMM TIEPEHET0 CETMEHTA W TUIIOIIa3usl 3pUTENIbHOTO Hepma [S1, 52].
PexoMeH0BaHbl PYTUHHBIA ONTOMETPUYECKUM CKPUHUHI U IPEIOCTABJICHUE
COOTBETCTBYIOIIMX OYKOB JjIsi pedpakiuu B COOTBETCTBUU CO CTaHIAPTHOM
0 TaIBMOJIOTUYECKON TTOMOIIBIO JIJISt AETEH U B3POCIBIX.

AyamnoJioru4eckoe. [TammeHnTEI C NS JTOJI>KHBI MPOXOJIUTh
ayJiMosioruyeckoe o0cae0BaHue MPU MOCTAHOBKE TMArHo3a, B TEUEHUE IE€TCKOro
U MOAPOCTKOBOTO Bo3pacTa. [loreps cimyxa varie Bctpeyaetcst y NS, ueM y o01ieit
MOMYJISIIIUHU, B Pa3HOM BO3pacCTe U CTENEHU mporpeccupoBanus. OHa MOXKET ObITh
CEHCOHEBPAJIbHOMN, KOHTYKTUBHOW MJIM CMEIIAHHOMN U JII00O0H CTENEHU TSHKECTH,
BKJIIOYAs] TSOKENYI0 M TIIyOOKYyH0 CEHCOHEBPAJIBbHYIO TOTepro ciyxa [53].
Coobmiasioch 00 ycmemHoW koxjeapHo wumiuiantanuu [54]. HaubGounee
pPaclpOCTPAHEHHBIMU  SIBJISIFOTCSL  PEUUJUBUPYIONIUN  CPEJHUNA  OTUT U

TUC(hYHKIIMS €BCTaXUEeBOU TPyObl, MPUBOIAIINE K KOHIYKTUBHOM NOTEpE CiIyXa.
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3/10ka4eCTBEHHOCTh. PUCK 3JI0KaueCTBEHHOCTH NpH NS MOBBIIIEH 10
CpaBHEHHUIO ¢ o0miei momynsiued. B oqHOM MOMyJsSIMOHHOM MCCIEI0OBaHUU
HaO0JIFO 1A OTHOCUTENBbHBIN puck — 8,1 % (95 % JIU 3,5-16) B meTckoM Bo3pacTte
[55]. IloBBIIEHHBI OTHOCHUTEIBHBIM PUCK 3J0KAYECTBEHHOCTH BO B3POCIOM
BO3pacTe He ObUT MOATBEpKIeH. bosbInas yacTh yBeTUUYEHHs] pUCKa B IETCKOM
BO3pacTe OOBACHSETCA BbICOKOM uactorod JMML. Omnucanbl MNOBBIICHHBIC
PHUCKH OIyXOJeill Mo3ra, OCTpbIX JTUM(OOIACTHBIX JIEHKO30B M HEWpoOIIacTOM
[55, 56], a Takke OTHENbHBIE CIy4aW APYIHMX HEOOBIYHBIX 3710KAYECTBEHHBIX
HOBOOOpa3zoBaHuii [55].

B coorBercTBMM ¢  pacnmpocTpaHeHHOCThIO  BapuaHToB PTPNI1
OOJIBIIMHCTBO ~ 3JIOKAYECTBEHHBIX HOBOOOpAa30BaHMM, CBsSI3aHHBIX C NS,
3apETrUCTPUPOBAHBI y MAIMEHTOB C MATON€HHBIMU BApUAHTAMU B 3TOM T'€HE, HO
AMOpUOHAJIBHAS pabIOMUOCaApPKOMa 3aPETUCTPUPOBAHA Y HECKOJIBKUX MAIIMEHTOB
¢ NS, cszannsim ¢ SOS1 [57], a HeipoOnacToma — ¢ Bapuantamu SHOC?2 [58].

Bapuantet KRAS — penkas npuunna guarHoctuku NS/RAS-omatum, HO
MOTYT OBITh CBSI3aHBI C BBICOKMM PHUCKOM HEKOTOPBIX 3JI0KauYe€CTBEHHBIX
HOBOOOpazoBanuii. Cimydyau actporutombl U JMML BbISIBIE€HBI B HEMEIKOM
nonyJsiiuoHHOM uccieaoBanuu [55]. C yueTom oO1ieit Hu3Ko#H 3a001eBaeMOCTH
3JIOKQY€CTBEHHBIMH HOBOOOPA30BaHUSIMU M MIMPOKUM CIEKTPOM Pa3IUYHbIX
OITyXOJIeH, JJIsI KOTOPBIX PUCK MOXET OBITh YMEPEHHO MOBBIIIEH, MPOBOJUTH
PYTUHHBIE CKPUHUHTOBBIC UCCIICIOBAHUS HE PEKOMEHTYETCS.

VY nanuentoB ¢ NS muenonposaudepatruBHoe 3a001€BaHNUE, HATTOMUHAIOIIEES
JMML, MmoxeT mpoTeKkaTh Kak BsutoTekytiee [59]. DTo 3a001eBaHne MOKET OBIThH
BPOXKJACHHBIM WJIM PA3BUBATHCS Y MJIAQJICHIICB WM MaJICHbKUX JETEH, SBISICTCS
MOJIMKJIOHAJILHBIM U OOBIYHO MPOXOaUT 0e3 jeuenus. [Ipeanonaraemelii ypoBeHb
3aboneBaeMocTH coctaBisgeT 10 %, uTo XxapakTepHO JJi MAIUEHTOB C ()OHOBBIM
BapuanToM CBL, ocobenno Y371H. Opnako arpeccuBHoe 3a00JeBaHUE,
HanomuHawomee  crnopaguueckui  JMML,  moxer  BO3HMKHYTH  Kak

MIPOTPECCUPOBAHUE M3 H3HAYAJIbHO BSUIOTEKYWIETO cocTosiHua [59-60].
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[Tatorennble BapuanThl B kojmoHe 61 wmm T731 PTPNI1 nmou KRAS T58I
CBsI3aHBI C 00Jiee BHICOKUM PUCKOM IporpeccupoBanus. [Ipu 310 Bapuanrte uiu
CBL namuenTam mpennokeHO HaOMI0/IeHUe, cocTosiee U3  (U3NYECKOTO
oOciieToBaHMsl, BKJIIOYAsl YCTAHOBJICHHE CIUICHOMETaJuH, U OOIIero aHaimsa
kpoBH (OAK) ¢ nuddepeHimanbHbIM M0ICYETOM JICHKOIIUTOB KaXKble 3—6 Mec
110 msITUIIETHEro Bo3pacta [60].

JloBosibHO Hecnenuduueckuit GeHotur, cBsi3aHHbIA ¢ Bapuantamu CBL,
o003HaUaeT, 4YTO JETH C TeMaTOJIOTHYCCKUMHU  3JI0KAa4eCTBCHHBIMH
HOBOOOpPA30BaHUSIMU JIOJDKHBI OBITH 0OCJEOBaHbI Ha NPEAMET HAIAYHUA
RASopathy, oco6oe BHHMMaHME yAeNnseTCs Pa3BUTHUIO, BECY MPU POKICHHUH,
yepraM JIMIA, OKPYXXKHOCTHM TOJIOBBI W COCTOSIHHIO KOXH [61]. I'ennoe
tectupoBaHue Ha RASopathies Heo6xonumo s mro6oro pedenka ¢ JIMML unmn
pacctpoiicTBoM, mogao0oHsM JMML, yuuthiBas 60see OIaronpusiTHbIN MPOrHO3
npu Hanuuuy Bapuanta CBL .

Puck JMML kaxercss 0GoJjiee BBICOKMM ISl OINPEACIICHHBIX MaTOTE€HHBIX
BAPUAHTOB, HU3KUW TMOPOT [JIsi HCCIEIOBAHUS BO3MOXKHBIX CHMIITOMOB,
CBSI3aHHBIX CO 3JIOKQUECTBEHHBIMH HOBOOOPA30BAHUSIMU, TAKUX KaK OJICIHOCTD,
MOSIBJICHUE CIHOHTAaHHBIX CHUHSKOB WA HEJIOMOTraHUE, PEKOMEHIIOBaH MJIs
naneHToB ¢ NS. OpHako pyTHHHOE HaOJIOJCHUE 3a MalueHTaMu 0e3
CUMIITOMOB, CBSI3aHHBIX CO 3JIOKAYECTBEHHBIMH HOBOOOPa30BaHUSAMH, HE
IIpEeIaraor.

Oproneauyeckue. OnrcaHO MHOYKECTBO OPTOINEAMYECKUX OCIIOKHEHUU,
cBs3aHHBIX ¢ NS, — dSKBUHOBapycHas naedopmaiiuds CTOIbl (KOCOJANOCTh)
HaOmomaercst y 5 % W TMOCHEACTBUSI TUIEPMOOMIIBHOCTH MEJIKHX CYCTaBOB.
Jledopmariust TpyHOM KJIETKH, OCOOCHHO BOPOHKOOOpa3Hasi, MPUCYTCTBYET B
HEKOTOPOM CTENEHHU, HO PEJKO OBIBACT CEPhE3HOM, YTOOBI MPEayCMaTPUBAIIOCH
BMEIIATEILCTBO. XUPYPTrUUECKOe JICUCHUE OOBIYHO MPUMEHSIOT JIsl JIIOJIEH C
pecnupatopHbiMH HapymieHusMH. CKOJMO3 OOBIYHO HAOJIOMAIOT B JIETKOH

CTEINEHH, HO TOJIbKO B HEKOTOPBIX CIIy4asx MoTpedyeTcs BMemaTeabcTBo [18].
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3y0bl M poToBasi M0JIOCTh. 3yOHBbIE U POTOBbIE AHOMAJMHU, TaKHE Kak
HEIMpaBUJIbHBIA PUKYC U KOJIUYECTBA WU MOPGOJIOTHH 3y00B, paclipoCTpaHEHbI
ripu NS [62]. OHu sieuatcs Tak e, Kak ¥ y JUIl B 001IeH MOMyIsUd, U PyTHHHBIC
MIPOTOKOJIBI  CTOMATOJIOTHYECKOTO HAOMIOMECHUS SIBISIOTCS  TTOAXOISIIAMH.
Hes3nokayecTBEHHbIE TMTAHTOKJIETOYHBIE TMOPAXKEHHUS YEIIOCTH  SIBIISIOTCS
pEeAKOil, HO U3BECTHOM accounmanueil mpu NS u npearycMaTpuBarOT IKCIEPTHYIO
OIICHKY U jieueHue [14].

Xupypruueckue U aHecTe3noJornyeckue cooopaxxenusi. CeplieuHbie U
COCYJIUCThIE aHOMAJIUH, onucaHHble B NS, BMECTE C pUCKOM reMOJJMHAMUYECKU
3HaunMbiMu HCM u CHD, a Takke CKIOHHOCTh K KPOBOTEUYEHUSIM — BaKHBIC
COOOpaXKeHUs MPU aHEeCTe3UU U XUpypruu. [I[pobiaemMbl ¢ IbIXaTeIbHBIMU My TSIMU
MOTYT TaKXe€ BO3HUKHYTb y MAlMEHTOB C KpaHUOdaluaIbHBIMHU (HAIpUMED,
MUKPOTHATHS WJIA KPAHUOCUHOCTO3) WX IIEPBUKAIILHBIMU (HApUMEpP, CKOIHO3)
aHomanusmu. IlpenonepanmonHas oOIleHKa (QYHKIMH CBEPTHIBAHUS KpPOBU

PEKOMEHI0BaHAa y MAUEHTOB ¢ NS nepes XUupypruuecKuMu IpoLeaypaMH.

JAu¢ppepeHunanbHast IMATHOCTHKA

Jnst  otmenbHbIX — mposiBieHnd NS mpeaycMmorpeHa  oOmupHas
muddepeHnranbias AMarHocTuKa. XpoMOCOMHBIE aHOMaINH, 0OHAPYKUBAaEMbIe
C MOMOIIBI0 MHMKPOYHMIIA, SBJISIIOTCS YAaCTOM NPUYMHOW BPOKIEHHOTO IOPOKa
cepana (BIIC), Hu3KOpOCIOCTH | 3aepKKH pa3BuUTUsi. 3omupoBaHHas
HU3KOPOCJIOCTh YacTO SABJIAETCSA ceMEMHOM. [[pyurHaM BOZHUKHOBEHHMS U OLIEHKH
BIIC, HM3KOpPOCIOCTM W 3aJ€pKKU pa3BUTUSA IOCBSLIEHBI OTIEIbHBIC
00CYXJICHUS.

Tsoxkects NS BapbUpyeT B IIMPOKUX NPEAENAX: OT MPOSIBIECHUN, KOTOPbHIE
SBIISIIOTCA JIETAIbHBIMU BHYTPUYTPOOHO, IO JIETKUX MOpPa)XeHW, HOpMaIbHON
MPOJOJKATEILHOCTH JKM3HU M MUHMMaJIbHOM 3aboseBaeMocTu. HecMoTpst Ha

OTIpEJICICHHBIC TPYAHOCTH Pa3BUTHsI, OOJBIIMHCTBO Jonei ¢ NS moryr
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nocemaTh 0ObIYHYIO KOy, QYHKIMOHUPOBATH B MPEesiax HOPMBI BO B3pOCIOM
BO3pacTe U CaMOpeaaIn30BaThCs B OOIIECTBE.

Jns  obOecnieyeHusi  HaJeKHOW  MHPOpMAIMM O  JIOJITOCPOYHOM
3a00J1€BaEMOCTH M CMEPTHOCTH  HEOOXOOUMBI  KPYIIHBIE  MPOAOJBHBIE
UcCIe0OBaHusl. B peTpoCHEKTMBHOM  MHOTOLEHTPOBOM  MCCIEIOBAaHUU
3a00JIeBaHU cepllla CMEPTHOCTh ObUIa OTHOCHUTENBHO HHU3KOW. OnHAKo y
3HAYMMOTI'0 YHCJIa MAlMEHTOB CMEPTHOCTh OblIa 00ycioBieHa aerckor ['KMII,
auM$paTHUYeCKUMHU TpoOJeMaMl MM  MHOKECTBEHHBIMH COITyTCTBYIOIIUMU
3a0oneBanusiMu [20]. BeICOKMI1 pUCK cepAEUYHON CMEPTH OBbLT Y MOJOBIX JTHOACH
¢ 'KMII, nuarHocTUpOoBaHHOW B BO3pacTe JI0 JABYX JIET, C OMBEHTPUKYJISIPHOU
0OCTpYKIMEH, SBIIAIOIICHCS AOMOIHUTEIBHBIM [TOKA3aTENIEM HEOIAronpusTHOrO
IIPOTHO3a.

Kunnuveckuii ciryyaii

22.11.2024 nanueHTKa 10 CKOPOW MOMOINM MOCTYIIHJIA B NMEPUHATAIBHBINA
uentp ['bY3 «Kpaesas knunnueckast 6onbaua Ne 2» (KKb Ne 2) ¢ xanobamu Ha
TAHYIIUE 00JIM HEPETYIISIPHOTO XapakTepa, oepemenHa 36 Hen u 4 JHsl.

AHaMHE3 W OCMOTp TMAalMEHTKU BKIIOYAJIW: YCTAHOBJIEHHE CHUHApPOMA
Hynan, ¢ 2012 r. — XxpoHnueckuid BUpycHblIil renatut B, ¢ 2015 r. — xpoHndeckuii
nueaone@pur, B 2024 T. AMArHOCTUPOBAHA AHEBPU3MA MEXKIIPEACEPIHOM
neperopoaku (MIIII); nepeHecenHble onepanuyu U TPaBMbI: YEPEITHO-MO3TOBast
tpaBMBa (UMT), anenmdkromusi. ['mHekomorudeckuii aHamHe3 (CO CJIOB
MAalMEeHTKU): IByporas Matka, ¢ 2012 r. sHIOMeTpHrOo3, ypearia3mMo3, BTOPUIHOE
oecrogue. IlepBas  GepeMEHHOCTb — 3amepiuasi, BTOpble U TPETHU
MPEXIEBPEMEHHBIE POJIbI IIyTEM KECApEBa CEUEHUSI.

Teuyenue HacTosieid OepeMeHHOCTH

JlaTa nmoctaHOBKM MmanueHTKy Ha y4eT — 13.05.2024. McxonHas macca Tena —
39 xr, npubaska B Bece +10 kr. Jlunamuka aprepuansHoro aasienus (Al) —110/70
— 117/79 MM pT. CT.

[IepBblil TpUMeECTp — yrpo3a npepbIBaHusI O€PEMEHHOCTH.
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Btopoii TpumecTp: KOHCyJbTallUsi TemaToyiora (JIUarHo3 — HOCHUTEINb
noJIMMOp(GU3MOB B TE€HAaX CBEPTHIBAIOUICH CHCTEMbl KPOBHM HHU3KOTO PHCKAa,
aHEMHUsI CMEIIIAHHOTO T'eHEe3a; KOHCYJIbTAIMs TeHETUKA (OTATOLEHHBIA CEMEUHBIN
aHamMHe3 — CHUHApOM HyHaH ¢ HHM3KMM PHUCKOM XPOMOCOMHOM IAaTOJIOTUH Y
J10/1).

Tperuii TpumecTp: 1o JaHHbIM Y3W — momnepedyHoe MOJIOKEHHE IUI0JA,
HapymeHue remoauHamMuku (I'/]) B Matounbix aprepusx (MA).

Ha ocHOBaHWM JaHHBIX aHAMHE3a U OCMOTpA: MPEKICBPEMEHHBIE POJIbI HA
cpoke rectanuu 36 Hex u 4 gHsA, pyOenr Ha maTke — 2 k/c, cunapoMm HyHas,
aHeBpu3Ma MexnpeacepaHoit neperopojku (MIIII), xpoHuueckuii BUPYCHBIM
renatut B, gedunut maccel Tena, TpOMOOIMTONEHUS, Pa3BUTUE PETYISPHOM
POJIOBOM JIEATENILHOCTH, BBIOpaH METOJ| POJOpa3pelICHHs] IMyTeM KecapeBa
CEUYCHHUS CO CIIMHAJIBHOU AHECTE3UEH.

[IpoTokon kecapeBa ceyeHUs: IUIOJ WU3BJIEYEH O€3 3aTpyJIHEHUM, KUBOM,
HEJIOHOIIICHHBIN, Manb4yuK, Bec — 2500 r, poct — 49 cm, no mkaine Anrap — 7
OayIoB, C JIAaHYrO, HU3KOE paCIOJIOKEHUE MYMNOYHOro KoJjblla, cliabas
HMCUEPUYCHHOCTh JIAJJIOHEW M CTOM, IIUPOKAas NEPEHOCHIld, KOpOTKas Iies,
AHTUMOHTOJIONIHBIN pa3pe3 Iias.

Kucnorno-menounoe cocrosiaue (KIC) kposu pebenka 1 (23.11.2024 6:15)

Ha3Banue Tecra Pesynprar Enunniet Pedepencubiit
U3MEpEHUS UHTEpBAJ
pH 7,181 7,32-7,43
pCO2 63,1 MM PT. CT. 38-51
pO2 33,7 MM PT. CT. 37-42
ctHb 16,2 T/ 12,0-17,5
sO2 61,1 % 70-76
FO;Hb 59,8 % 40-70
FO.Hb 0,9 % 0,5-1,5
(xapOoKCUTEeMOrI00MH)
FHHb 38,1 % 25-55
FMetHb (MeTremornoOuH) 1,2 % 0-1,5
FHbF 71 % 0-2
cK* 8,1 MMOJIB/JI 3,5-5
cNa* 124 MMOJTB/J 132-146
cCax+ (kanpIui 1,42 MMOJIB/JT 1,0-1,25

MOHHU3UPOBAHHBIN)
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cCl 108 MMOJTb/JT 98-106
I'mroko3a 2.9 MMOJIB/JI 3,83-5,89
Jlakrar 4,7 MMOJIB/II 0,5-1.6
pH(T) 7,181 7,32-7,43
pCO2(T) 63,1 MM PT. CT. 38-51
pO2(T) 33,7 MM PT. CT. 37-42
ctOz.c 13,6 %00

pS0,c 28,51 MM PT. CT.

cBase(Ecf).c -4.5 MMOJIB/JT -3-3
cHCOs-(P,st),c 18 MMOJTB/JT 24-28
FiO, 21 %

Temneparypa Tena 37 °C

24.11.2024 Pentrenorpadusi JeTKuXx.

0.015 JImarno3: merkue 0€3 BUAUMOM IATOJOTHH.

Ha penTtreHorpamMme OpraHoB TpyJHOM KJIETKH B TPSIMOM MPOEKIUU: B
JIETKUX MaTOJIOTHYECKUX 00pa30BaHMM U y4aCTKOB MH(DUIBTPAIIMU HE BBISBIICHO.
Kopnu ctpykrypHbie. Cunycbl cBoOoHbIE. Kynoiibl quadparmsl uetkue. Cepate
HE pacuupeHo. Aopta 6e3 0COOEHHOCTEH.

25.11.2024 YnpTpa3ByKOBOE UCCIEA0OBAHNE MATKU U IPUIATKOB.

Pazmepsr: 122 x 92 x 115 mm.

Hanuuue copepxumoro B MOJNOCTH B/3 rereporeHHoe. Ilo cocrosiHuio
00JIaCTH IIBOB HAa MAaTKe M Ha NepenHel OpIOIIHON CTEHKE YMEPEHHO OTEYHBI.
OcobOeHHOoCTH — CBOOOHAS JKUJIKOCTh He omnpenensercs. CenmoBuaHas MaTka?

27.11.2024 3xoxkapauorpadus

Poct — 157 Bec — 49. IInomaas noBepxHoctu tena — 1,47, Buzyanuzamnus
3aTpyaHeHa, Aedopmaris TPYIHOW KIETKHU, JIEBBIM >KENTy/IOYeK: BETUYMHA
nojoctu (KoHeuHo-auactoandeckuit pazmep (KIP)) —38 mm, TonmnmHa CTEHOK:
3aaHssl — 6 MM, MexokenyaqoukoBod mneperopoaku (MXKII) — 7 mwm, macca
muokapaa — 64,71 r. Ungexc maccel Mmuokapaa — 44,02 r/m?, COKpaTUMOCTh He
camwkeHa, ®U — OGonee 55 %, xapaxrtep nBwkenuss MXKII: HopManbHas
HEIPEPBIBHOCTh  MEPETrOPOAOYHO-A0PTAIBHOIO  COEIMHEHHMS;  COXpaHEeHa
AKCKYPCHSl CTEHOK: HOpMaJibHast; mpaBkie oTaenbl: 6/0 IDK — 26 mwm, TTIT 30 x 50

MM, TpuTouHbIi oTAen [DK — 29 MM, MUTpasIbHBIN KIanaH: CTBOPKH YILIOTHEHBI,
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KOPEHB A0PTHI — 25 MM, a0pTaJIbHBII KJIallaH: CTBOPKHU HE YTOJIIEHbI, aMILTUTY 1A
PacKpBITUS: HOpMaJlbHAs; TPUKYCIHIAIbHBIN KJIallaH: CTBOPKU C HEMOCTOSIHHBIM
nporuoom Ha 3—4 MM B nois. [lynsmonanenbiii knanad (I1K): 6e3 mpuzHakos
rUnepTeH3uu no /[-noroky, monocte JieBoro mnpencepaus: 29 mm, JI-OxoKI':
MP+, TP+, JIP+/++, AP+, CJIJIA = 30 MM pT. CT.

[Tpumeuanue: MIIII B ¢/3 ¢ mporubom B momocts IIII Ha 5 MM, 6e3
npusHakoB cOpoca no LI/IK. [TneBpanbHble CHHYCBI CBOOOIHBI.

3axmouenue: OXO-KI' — mnpusnaku HeGompimon aneBpusmbl MIIII,
HE3HAUUTEIBbHON aOpTaJbHOM pEeryprutainuu, npojanca MUTPaIbHOrO KIlaraHa
1 cT., 6€3 reMOAMHAMUYECKH 3HAYUMOW perypruTanuu

25.11.2024 I'emocTa3 (KoaryJiojaorusi)

HanmenoBanue tecrta Pesynbrar Enuanner PedepencHsrii
U3MEpEHUS UHTEpBaJ
dubpuHOTCH 4,82 /1 2,4-5,0
PactBopumMelie
¢bubpun-
MOHOMEpPHbIE
koMmruiekchl (POMK) 26 Mmr/% 04
[IporpombuHOBOE
Bpems (ITTB) 10,4 CexyHabl 9,4-12,5
AKTHUBHPOBaHHOE
YaCTUYHOE
TPOMOOIIIIACTUHOBOE
Bpems (AUTB) 31 CexyH[bI 24-37
25.11.2024 O6mwmit aHaau3 KpOBU
HanmenoBanue tecra Pesynbrar Ennnunist Pecdepencubrit
U3MEepeHus UHTEpBaJ
Jleiikommtel (WBC) 12,87 10A9/n 4-11
Oputponutsl (RBC) 3,5 10A12/1 3,5-5,2
I'emorno6un (HGB) 10,5 I'/on 11-15,2
I'ematoxput (HCT) 31 % 33-46
Tpomborutet (PLT) 145 10A9/n 150400
Tpom6okput (PCT) 0,17 % 0,17
Hopmobmnactst (%) He oGuapyxeHo % 0-0
HopwmoGnacTsl, abc. He obnapyxeHno 10A9/n 0-0
KOJIMYECTBO
26.11.2024
HanmenoBanue tecta Pesynbrar Enununnel nsmepenus Pedepencusiit
UHTEpBA
Onurenuit (mepex.) He oGnapyxeno B n/3p 0-0



26.11.2024 — Aganu3 Mo4ud 001t

HaumenoBanue tecta Pesynbprar Ennuunel
U3MEPEHUS

pH 6,0

JleKoUTEI 25 KJL/MKJI
HutpuTs OtpunateabHo
benox 0,25 r/n
I'mroko3a Hopma MMOJTB/JT
JleKkonuThI Ennnngnrie B n/3p
['pubbI He o6napyxeHno

VY3U maTku B HOpME.

dmooporpadust — B HOpMeE.
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Pedepencupiii
UHTEpBAJ
5-7
0-20
0-0
0-0,2
0-2,22
0-5
0-0

Pe3ynbraThl 11a00paTOpHBIX M HHCTPYMEHTAJIbHBIX HCCIEIOBAHUMA [0

IMOCTYILJICHHA.

08.04.2024 — koHCyIbTALIUS KapAUOJIOTA.

G90.9 PaccrpoiicTBO BereTaTuBHOW (aBTOHOMHOW) HEPBHOW CHUCTEMBI,

HeyTouHeHHoe. Helpouupkynstopras nucronus (HIIJ]) mo runoronnyeckomy

Tuiy, anespuzma MIIIL
26.04.2024 Y31 opranoB Majioro tasa
bepeMeHHOCTh paHHETO CpOKa.
04.05.2024 Y31 opranoB Majoro Tasa.
bepeMeHHOCTD — 7 HE.

13.05.2024 Y31 opranoB Masoro Tasa.

bepemenHOoCTh 8—9 Henm, OCIOXHEHHAasT PETPOXOPUATIBLHOM TeMaTOMOM

(PXID).
29.05.2024 Y31 opranoB Majioro tasa.

bepemennocts 10—11 Hen. Yrposa npepbiBaHus OEpEeMEHHOCTH.

12.06.2024 Y3 opranoB Majoro ta3a

bepemennocts — 12 Hen nmo komuuko-teMenHomy pasmepy (KTP) mnona,

PXT'.

13.06.24 CkpuHHUHTOBOE yJIBTPa3BYKOBOE UCCIIEIOBAHUE.

[Iporpeccupytomas 6epemeHHocTs — 13 Hen 3 aH.
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[IpeObiBanne B ruHekonormueckoMm otaeneHun ['BY3 «benopeuenckas
LIPb» ¢ 13 o 24 mas 2024 r.

Anamues 3a0osieBaHus: cuyuTaeT ce0si OOJIBHOW B TEUCHHE JABYX HENEb,
KOTJ]a MOSIBUJIUCHh KPOBSIHUCTHIE BhIAENCHUs. [Ipoxoania jgedeHue B yCIOBHSIX
JTHEBHOTO CTallioHapa, 6e3 adekra.

CocrosiHMe NpU MOCTYIJICHUU: CPETHEN TSHKECTH.

Kmuandeckuit nuarnos: 6epemenHocts 8—9 wnen, AIIC; Uterus bicornus.
VYrpoxatomuii paHHUR BbIKHbINL. PyOen Ha MaTrke mociie JBYX KecapeBbIX
ceyeHuit. Jlehunur maccel Tena (10 6epeMeHHOCTH). AHEMUS JIETKON CTENECHH.
XpOHUYECKUN BUPYCHBIA TenaTtur «B)» MUHMMaJIbHOW CTENEHW AKTUBHOCTH,
XPOHUYECKUN MUETOHEPPHUT.

Kon no MKbB: 020.0 (Yrposxaromiuii abopr).

Pe3ynbTaThl aHATU30B:

BUY He oOHapyxeH.

['enmatut B oOHapykeH.

['enatut C HEe OOHApYXKEH.

Ananu3 Mouu o Heunnopenko: gedkouuTsl — 6,25 Ex/mi.

bakrepuonornueckuii mnoceB Mouu (0aKmoceB) — CTEPUIIBHO, W3
LEPBUKAJIBHOTO KaHaJla — pOCTa HeT.

buoxumMuuecknit aHau3 KpOBU B HOPME:

OO6mmii ananu3 kpoeu (OAK) 13 u 23 mas 2024 r. — B HOpMe.

OO6mwmii ananu3 moun (OAM) — B HOpMme.

Pesynbratel dmrooporpaduu (OI) ot 09.11.2023 — nerkue u cepaie B
HOpPME.

VYaberpazBykoBoe uccienoBanue (Y3U):

— ot 16.05.2024: V3-nipu3HaKku Nporpeccupyromiei 0epeMeHHOCTH — 8 Hell
5-ii nensw. Uterus bicornus. JleunayaiibHble U3MEHEHHs] BTOPOTO pora MaTKHU.

— ot 23.05.2024: Y3-npusnaku nud@y3HbIX U3MEHEHHH MOYEK MO THUITY

XpoHudeckoro nuenonedpura, MK/I.
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— 23.05.2024: VY3-npusnaku aud@Py3HBIX H3MEHECHUU TOKEITYIOYHON
KEJe3bl.

Onektpokapauorpamma (OKI') ot 15.05.2024: cuHycoBas apuTMmus,
Opanukapaus, yactota cepaeunbix cokpamenuii (HCC) — 55 B MuH.

[epBukometpus 16.07.2024.

[Iporpeccupytomas Mmatounas 6epeMeHHOoCTs — 17—18 Hen.

Menuko-reneTnuyeckas SKCrepTu3a:

Hara: 02.08.2024, 11:28

MKGB 10 ocHoBHoOrO 3a60sieBanus: Z36 JloposioBoe 00Ciea0BaHuE C 1EJIbIO
BBISIBJICHUS MTATOJIOTHH Y TIJI0/1a [aHTEHATAIbHBINA CKPUHUHT].

OcHoBHOe 3aboneBanue: 6epemenHocts — 20 Hen 4 nua. MXA y miona.
OTAromnieHHbIN TMYHBIA aHaMHe3 (cuHapoM HyHaH).

JlaHHbBIE TUAarHOCTUYECKUX UCCIIEIOBAHUIA:

VY31 B MI'K 02.08.2024: Gepemennocts — 20 Hen 4 aHsA. Y 3-NpU3HAKU
YTOJIIIEHHS 3aThIJIOYHO-IIEWHON CKIaIKU.

Tun HacieI0BaHUS: ayTOCOMHO-IOMUHAHTHBIM.

Puck poxzaenust 6oapHOr0 pedeHka: oouenonyasuonsasiid mo BITP — 5 %,
C XpOMOCOMHOM TartoJioruei mo sospacty — 4,7 %; ¢ cungpomom Hynan — 50 %.

VY3U Bo II-1II Tpumectpax 6epemennoctu ot 08.08.2024:

V3-npuszHaku MaTOYHOM TIporpeccupytomiei 6epemenHoct — 20 Heq S nH.
Huzkasa nnaunenraunus. B jeBo MaToyHOW apTEpUU BBISIBICHO HAPYILICHHE
KpOBOTOKA.

J-mumep ot 09.08.2024 — B HOpME.

Butamun B12 ot 09.08.2024 nonmxe (143,0).

V3U ot 28.08.2024: 6epemeHHOCT — 22—23 HEJI.

Menuko-renernueckas KoHcybraius: npotokon Y31 ot 02.08.2024:

BpoxieHHbIX OPOKOB pa3BUTHA TIoja Ha 19-21 Hex GepeMEeHHOCTH He

oOHapy>KEHO.
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VY3U Bo I-III Tpumectpax Gepemennoctu ot 09.09.2024: VY3-mpusznaku
MaTO4YHOU mporpeccupyromieit 6epemeHnocty — 25 Hea. HI' Ha MomeHT ocMoTpa
HE BBISBJICHO.

VY31 ot 19.10.2024: Gepemennocts — 31 Hexn. IlomepeuHoe mosoxeHue
mona. Hapymenue '/l B MA.

VY31 ot 31.10.2024: V3-npusHaku Oporpeccupyronieid 0epeMeHHOCTH —
32 uen.

Ox0oKTI ot 31.10.2024: Ox0oKI -mpu3naku HeOoab110M aHeBpru3Mbl MIIII.

Y311 B TperbeMm TpuMecTpe OEpPEMEHHOCTH C JOMNIJIEPOMETPHUEN:
O6epeMeHHOCTb — 34 Hen, mokazatesnb [/ — B mpenenax HOpMBI.

3akiIl04eHHe U peKOMEeHAAlMU

Knunuuecxkue npuznaxu. Cungpom Hynan (NS) sBisieTcss KIMHUYECKH U
TeHETUYECKH  TETEPOreHHBIM  ayTOCOMHO-IOMHUHAHTHBIM  3a00JICBaHUEM.
Knaccruueckue npu3Haku BKIIOYAKOT HU3KUKA POCT U BPOXKICHHBIN MTOPOK CEpLa
(CHD). Onu moryT BIUsITh Ha BCE CUCTEMbI OpPTaHU3Ma, HAOIIOAAETCsl CIIOXKHAS
COBOKYITHOCTh KJIMHUYECKUX NPU3HAKOB M CUMITOMOB. K HUM OTHOCSTCS
TPYJIHOCTH C KOPMJICHHEM B PaHHEM BO3pacTe; MpoOJIEeMbI CO 3pEHUEM, CITYXOM U
pocToMm; crienpruIecKre TPYIHOCTH B 00yUEHUH; JIeTKOe 00pa3oBaHNE CHHSIKOB
Y KPOBOTEUYEHHU.

Jluaenocmuxka. JluarHo3 NS MOXXHO MOCTaBUTh TOJIBKO Ha OCHOBAaHUU
KIIMHUYECKUX TPU3HAKOB, UTO OMPEACIISICT MOSIBISIONIMECS TEpaneBTUUYECKUE
MOCJIEICTBASL U HEOOXOJMMOCTh HAOJIOJIEHUS 3a 3/I0POBbEM HA MPOTKEHUU
*u3Hu Jmoaeil ¢ NS. C nmoMonip0 MOJEKYJISPHOTO TECTUPOBAHUS MBITAIOTCS
MOATBEPAUTH KJIMHUYECKUN TUArHO3, YTO MOKA3aHO B PA3IMYHBIX KIMHUYECKUX
KOHTEKCTax.

Hudbdepennmansuas JIMarHOCTUKA OT/IEJIbHBIX MPOSIBJICHU,
COOTBETCTBYIOIIMX CHHAPOMY HEUPOJENTHUKH, OOLIMpPHA W BKJIIOYACT JPyTHUE
HapylieHus: myTd Ras-murtoreH-aktuBupyemoil nporenHkuHasbl (MAPK) u

APpyTrue XpOMOCOMHBIC aHOMAJINH.
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JleueHne OCNOXHEHUH y mauueHToB ¢ NS Takoe K€, KaK y HaceJIeHUs B
nenoM. Heobxoaumo Gosiee TiatenbHOE HAOMIOIEHUE 32 310POBBEM C YUETOM
KOJIMYECTBA U YaCTOThI OCIIOKHEHUH, 3aperucTpUpOBaHHbIX A NS. BakHbl
ITOCTOSTHHBIE CEplICUHBIE, POCTOBBIE, HEUPOIICUXOJIOTUYECKUE 17}
ayIMOJIOTMYECKUE OLIEHKH Ha MPOTSHKEHUH IETCKOI0 U IMTOAPOCTKOBOIO BO3pAcTa.

Ilpocno3. Tsxectb NS BapbUpyeT B HIMPOKUX MPENETIax — OT JICTATbHBIX
BHYTPUYTPOOHBIX TMPOSIBJIEHUN JIO JIETKUX MOPAXEHUH C HOpMalbHON
IPOAOHKUTEIHLHOCTHIO )KM3HU U MUHUMAIIbHOM 3a0051eBaeMocThio. HecMoTps Ha
TPYJIHOCTH Pa3BUTHs, OONBIIMHCTBO AeTel ¢ NS MOryT mocemarb OOBIYHYIO

K0Ty ¥ (yHKIIMOHUPOBATH B Mpe/iejaX HOPMbI BO B3pOCIIOM BO3pacTe.
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