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B HacTodlIeld MHCTPYKUMHU 10 MPUMEHEHUIO (J1ajee — WHCTPYKLUS) H3JI0KEH
QITOPUTM TPEHATATBHON JUArHOCTUKM KHUCTO3HBIX OOpa30BaHMM M JAMCIUIA3UM
CTPYKTYp TOJIOBHOTO MO3ra y mioga. MeToa MOKeT ObITh MCIOJIb30BAH B KOMIUIEKCE
MEJUIIMHCKUX MEPONPUITHI, HAMpPaBICHHbIX HAa NMPOQUIAKTUKY POXKIEHHUSA JEeTed C
BpOXKJIeHHbIMU Tmopokamu paszButusi (BIIP) nentpansHoii HepBHOU cuctemsbl (LIHC),
BHOCSIIMMU CYIIECTBEHHBIM BKJIAJ B IEPUHATAIBHYI) CMEPTHOCTh, JETCKYIO
3a00J1€Ba€MOCTh M MHBATUAHOCTh. HCTPYyKIMA NMpeHa3HaueHa JIsl Bpauel aKymiepoB-
TUHEKOJIOTOB, Bpaye€ll yJIbTPA3BYKOBOM AUArHOCTUKH, BPAYEH-TEHETUKOB M APYIHUX
Bpayer-CIEUANMCTOB OPraHU3AUi 34PaBOOXPAHECHMS, OKa3bIBAIOIINX MEIULUHCKYIO
OMOIIIb OEPEMEHHBIM U JIETSIM B aMOYJIaTOPHBIX U/WIH CTAllMOHAPHBIX YCIOBHSIX.

HNEPEYEHb HEOBXOAUMOI'O OBOPYIAOBAHUSN, PEAKTHUBOB,
CPEJICTB, U3IEJIUA MEJIUIIMHCKOH TEXHUKH

O6opynoBanue nJisi BBITIOJIHEHUS YIbTPa3BYKOBBIX wuccienoBanuii (Y3U) —
Y 3-anmapatbl BBICOKOTO U 3KCIIEPTHOTO KJIacca, OCHAIICHHbIE TaTYNKAMHU KOHBEKCHOTO
51 DHJIOITOJIOCTHOIO THUIIA, ONLHUSIMH, ITO3BOJISAIOIIUMHU BBITIOJIHUTH
JOTITUIEPOMETPUUYECKOE HCCIIEAOBaHKE, anmnapaT MarHUTHO-PE30HAHCHOW ToMorpaduu
(MPT) ¢ mporpammamu Jyisi peTanbHBIX UCCIIEIOBAHUM.

INOKA3AHUA K NIPUMEHEHHNIO

bepemennocts |, 11, 11l Tpumectpos.

[InaHupoBanne OEPEMEHHOCTH B CEMbE, UMEIIIEH pedeHKa ¢ KHCTO3HBIMU
00pa30BaHUSIMH W/WIHA JUCIIIA3UAMH CPEJUHHBIX CTPYKTYP T'OJIOBHOTO MO3Ta.

MHNPOTUBONIOKA3AHUA JJIAA IPUMEHEHMUSA
OTCyTCTBYIOT.

OIMMCAHUE TEXHOJIOI'MA UCITOJIB30OBAHUA METOIA

1. Aaroput™M yJabTPa3BYKOBOl NpeHATAJIbHOW JHATHOCTHKH KHCTO3HBIX
o0pa3oBaHMii TOJIOBHOT0 MO3ra 1Jio/ia B | TpuMecTpe GepeMeHHOCTH

baszucnoe uccneoosanue

Kauecmeennas oyenxa

B rpynmne OGepeMeHHBIX HH3KOTO pPHUCKA Pa3BUTHS MOPOKOB TOJIOBHOTO MO3Ta
10Ja TPaHCA0JAOMUHAIILHOE HCCIEOBAaHUE SIBJIAETCS METOJOM BBIOOpA MpPHU OLICHKE
anatomuu mwioaa B | Tpumectpe O6epemenHoctd. B rpynmax Bbicokoro pucka Y3U
(TpaHCAOIOMHUHANIBHOE)  BBIMOJIHACTCS B COYCTAHUUM  C  HCIOJb30BAaHHEM
TpaHCBaruHaJIbHOTO JaTuMka. lccienoBaHue BKIIIOYAaEeT OOUIMHA OCMOTpP TOJIOBBI,
rOJIOBHOIO MO3ra M I[I03BOHOYHMKA IUIOJAa HE MEHEEe 4YEM B JBYX B3aMMHO
NEPICHIUKYJIAPHBIX ~ TUIOCKOCTSAX  (TIONMEPEYHOM W CaruTTajJbHOM  CCUYCHHH).
OnenuBaetcst ¢opMa, LEIOCTHOCTh KOHTypa TOJIOBBI, 3XOT€HHOCTh KOCTEH uepena,
HAJIMYKE U MEJIOCTHOCTh cpeaHeit muuuu (M-3x0), O0KOBBIE JKETyI0YKHA U COCYIUCTHIE
CruieTeHusl (MX CHUMMETPUYHOCTh, OJHOPOJHOCTh, (opMa), CTPYKTyphl 3agHEH
YEepPEIHOU SIMKH.

Ymounenue nosonocuueckozo ouaznosa



Kucro3upiMu  (aHAXOTEHHBIMH) OOpa30BaHHMSIMH TOJIOBHOIO MO3ra ILIOJA,
BBISIBIIIEMBIMU B | TpuUMeTpe SIBISIOTCS CIIEAYIONIME aHOMAIMUU: TOJIONPO3’HIEhaTUs
(I'TI2) (amobapHas, cemwmioOapHas, JoOapHas), KHUCTO3HOE paclIMpeHue 3aHel
yepenHod sSIMKH. [Ipyu MX BBISBICHUU MPOBOJUTCA PACHIMPEHHBIA JUArHOCTHUYECKUUN
MOUCK COITYTCTBYIOIIUX MOPOKOB Pa3BUTHUSL C MOCIEAYIOIMIUM MEIHUKO-T€HETUYECKUM
KOHCYJIbTUPOBAHUEM U OIIEHKOM MPOTHO3a JJI )KU3HH U 3JI0POBbS TU10/1a U peOeHKa.

B | tpumecTtpe BhisBiISITOTCS HauOoisiee Tsokenbie Gopmel ['TID. Y3-kpurtepun
pa3nTuYHBIX (OpM ITOTO MOpPOKAa W WX MPOTHO3 MpeacTaBieHsl B Tadmuie 1. I'TID
SBJIIETCSI YacTBIM TPOSIBJICHHEM XPOMOCOMHOTO JucOallaHca ¥ TEHETUYECKHX
CUHAPOMOB, TPEACTABICHHBIX B TaOJWIEC 2, B CBSA3M C UYEM CICAYIONIUM STaroM
SIBJIICTCSI KICCIICIOBAHUE KAPUOTHIIA TUTO/Ia M MOJIEKYJISIPHO-TCHETHUCCKUI aHAIH3.

Tabnuua 1. — YbpTpa3ByKOBbIE KPUTEPUU PA3ITUYHBIX (POPM TOJIONPO33HIEPaTHH

CTpyKTypBI dopma rosonpo3sHueh s

TOJIOBHOT'O MO3Ta ajoOapHas ceMuno0apHas nobapHas

Kenynouku EnuncrBeHHbIi Opun c¢ pynumeHTapHbIMH | Pa3nenensl, 3a
3aTbIJIOYHBIMU pOraMu HUCKJIIOYEHNEM JIOOHBIX

pOTOB OOKOBBIX
KEITYJOUKOB (KOTOPBIE
COETMHEHBI MEXKTY
co6oii u 11
KEIYyI0UKOM),
3aTBUIOYHBIE pOTa
OOKOBBIX KEJTYyI04YKOB

KOMIIECAaTOPHO
YMEPEHHO pacIIuPEHBI)

3purenbubie Oyrpel | He pasznenensi He pasznenensr Paznenensl

ITonocts OrcyrcTBYyeT OtcyrcTBYyeT OtcyrcTBYyeT

IIPO3pavyHON

NIEPErOPOJIKH

[Tporuo3 HeGnaronmpusitaeiii | HeGnarompusitHbrit CoMHUTENBHBIN

Tabmuma 2. — ['eHeTHYeCKHe CHUHAPOMBI C TOJIONPO33HIIehaTueH, COMyTCTBYIOIIHE

IIOPOKHU Ppa3BUTHUA, BbIABIKICMBIC IIPCHATAJIBHO, JHAI'HOCTHYCCKHC HCCICIOBAHMAA,
HGO6XOI[HMI>IC JJIL YTOUHCHUSA JUAarHo3a

3aboneBaHue ComnyTtcTBylomue aHomanuy, | /lnarnoctuueckue
BBISIBIIIEMbBIE TIPEHATAIHHO HCCIIETOBaHMS

XPpOMOCOMHBIE CUHAPOMBI

Tpucomus 13 Pacmenuna ry0sl, sH1IEDaNOIENE, KapuoTun mnona
TIOJTNIAKTHIINSI, aHOMAJTHH TTOYEK

Tpucomus 18 ITpenaranpHas runomnasus, BIIC, Kapuorun mnona
CTOIa-KayaJka,

Tpunonus [TonuruapoaMHUOH, THIIOTLIA3HS KapuoTun mnona
TUTAIEHTHI

21q11.2 nenenus CpenunHas paciienuHa ryosl/He0a, Kapuorun mnona
BIIC B codyeranuu ¢ FISH

Jlpyrue yacTUYHbIE MOHO-, BapuabenbHbl, yarie KapuoTun mnona

TPUCOMUU MHOKECTBEHHBIE B couetanuu ¢ FISH/JTHK




[Tponomkenne TabIHIbI

MoOHOTe€HHbIE CUHAPOMBI
Cunapom Grote OKTpOAAKTUIINSA, aTlIa3Hsl MounekynsipHo-
6onpmedepioBoit koctu, BIIC, AMT | renernueckoe
Cunapowm Steinfeld CpenuHHast paciie/inHa ryosbl, MosekyssipHO-
AHOMAaJIMM MOYEK, KOPOTKUE TE€HETUYECKOE
KOHEYHOCTH, OTCYTCTBHUE | nasblia Ha
kuctax, BIIC, AMT
INonomnposannedanun— Muxkpouedanusi, MUKPOTHATHS, MonekynspHo-
(deTanbHON aKUHE3UU CUHAPOM | MHOXXECTBEHHBIE KOHTPAKTYPBI, TE€HETUYECKOE
HKBUHOBApYCHast aeopmanus
HIKHUX KOHEYHOCTEH
JInya cunapom (oTouedanus) ATutazust/TsoKenasi THIOIUIa3Hs MounexkyisapHo-
HIKHEH yemoctu nukionus/BITP TE€HETUYECKOE
IJ1a3, MUKPOCTOMHUSI, CHHOTHSI
Cunapowm [lamucrepa—Xoina ["'amapToma rojiloBHOro MO3ra, MonekynsapHo-
AHOMAaJIMM MOYEK, MOJTUIAKTHIINS, T€HETUYECKOE
AMT, nenepdopupoBaHHBII aHyC
Cunapom Mekkens—I pyoepa OHuedarnouesne, MOJIUIAKTUIHS, MonekynsapHo-
MOJIMKKUCTO3 nmouek, AMT TC€HETUYECKOE
Buemnue gaxtopsr
Caxapublil 1uader y Matepu [Manpouedanusi, runoriazus Anamnes
KpPECTLIOBOT'O OT/I€J1a TO3BOHOYHUKA
1 HIDKHUX KoHeuHocTer, BIIC,
nopoku MIIC
AJIKOroJIbHAs 3aBUCUMOCTD Y Muxkpouedanuu, areHe3us AnamHe3
MaTEpPU BO BpEMs MO30JIUCTOTO Tea
OEpeMEHHOCTH BIIC (AMXKII, JIMIIIT)
PI'/H
[Ipuem mMarepbio canuuuiaroB, | BapuaGenbHbl, HecrienuGUUHBI AnamHe3
PETUHOEBOM KUCIIOTHI,
AHTUKOHBYJILCAHTOB
B | TpumecTpe GepemennocTu
[uromMeranoBupycHas Mukporedanusi, MUKPOTHPHS, Anawmues, UOA
MH(pEKIHs BO BpeMst ruapouedanus, nopaHuedanus,
OepeMEeHHOCTH MHUKpO(TAIIbM, KaTapaKTa, KUCThI
IDKOK, merkmx, mo4ex
Toxkcomiazmo3 Bo Bpems Mukporedanusi, MUKPOTHPHS, Anawmues, UOA
OepeMeHHOCTH ruapouedanus, nopaHuedanus,
MHUKpO(pTAIEM
Kpacnyxa Bo Bpems [IpenaranpHas runomiasus, BIIC, Anamues, UOA
O0epeMeHHOCTH MHUKpO(TaJIbM, KaTapakTa, aHOMaJIu1
MOJIYKPYKHBIX KaHAJIOB

[Ipy MeOUKO-TEHETUYECKOM KOHCYJIBTUPOBAHUU CEMBbU C H30JMPOBAHHOM
dbopmoit I'TID y mpobaHja oleHUBAETCS CEMEWHBIM aHAMHE3 W TMPOBOJUTCS OCMOTP
poauteneit Ha Hamuuue wMukpopopm [TID (aHocMus, €IUHCTBEHHBIM NEpeIHUN
BEPXHUI pe3ell, THIOTEeIOPU3M).



Kucro3Hoe pacumpenue 3aaHeil yepennoil ssmku (3US) B | TpumecTpe Moxer
OBITh MEPBHIM MPU3HAKOM TNOopoKa/Bapuanta [enau—Yokepa ([1-Y). ¥3-mapkeps! popm
kucTo3HbIX 00pazoBanuii 3US Bo ll-I1l TpumecTpax GepeMeHHOCTH U TIPOTHO3 JAHHBIX
COCTOSIHUM TMPEICTABICHBI B TaOuIIe 3.

Tabnuna 3. — YIbTpa3ByKOBBIC NMPU3HAKKU PA3IMUHBIX (POPM KHCTO3HBIX 00pa30BaHUMA
3aJTHEN YEPEITHON IMKHU

[Topoxk dennn— Hennn—Yokepa [Tepcuctupyronas Pacmmpenue
Yoxkepa BapuaHT kucta biaiika OO0JIBITION
LUCTEPHBI
OO0muit mpu3HaK Perpornepeberuisipaast kucra
AHoManuu [Tepenneit 3agHeit
MeMOpaHBbI
Mo3zxeuok I'mnonnaszus I'mnomnnaszus Hopwma nin He3HaunTenpHas
pOTHpOBaHa TUIOTUIA3US
IV xenynouek 3HAYUTEIHHO Pacmmpen Pacmmpen Hopma
pacumpex
3anHss yepenHas Pacmupena Hopma Hopma Hopma
AMKa
['uaponedanus 75 % cny4aes 25 % ciydaeB Bo3moxHa Her
IIporuos Heb6naronpusr- ComuurensHblii | braronpustHsii braronpusTHbII
HBIA

KonuyecTBeHHast oneHKa il TMAarHOCTUKU MOPOKOB TOJIOBHOTO MO3ra IUIOAA B
| TpuMecTpe GepeMEHHOCTH HE IPUMEHSIETCS.

2. AITOPUTM YyJIbTPO3BYKOBOIi TpPeHATAJLHON JHATHOCTUKH KHCTO3HBIX
oOpa3oBaHMii M JUCIUIa3Uii CTPYKTYP roJioBHOro mo3ra mioxa Bo Il u Il
TPUMeCTpax 0epeMeHHOCTH

bazoBas deroMerpus mnpeaycMaTpuBaeT BU3YaIW3allMI0 TOJIOBHOTO MO3ra B
YETBIPEX CEUCHUSAX B KOPOHAPHBIX U CATUTTAIBHBIX IUIOCKOCTAX, KOTOPBIE ITOKA3aHbl Ha
pucyHkax 1 u 2. '0710BHOI MO3T 1J10/1a OLIEHUBAETCS C UCIOJIb30BAHUEM CEPOM IIKAJIbI
B-pexxuma. Y manueHToB ¢ IIIOXUMU YCIOBUSIMU BU3YyallU3alMi MPUMEHECHUE TKAHEBOU
TapMOHUKH YJIY4YIIA€T MPOSBIEHUS MEJIKUX AHATOMUYECKUX JAeraiiei. L[BetoBoe u
DHEPreTHYECKOE JOMNIUJIEPOBCKOE KAapTUPOBAHUE MPUMEHSETCS Uil BU3YAIM3alUU
COCYJI0B I'OJIOBHOT'O MO3Ta.

KoponapHbie miiockocTu



a— TpaHC(prHTaJIBHOC CCUCHHC, 0— TPaHCKAyAaJIbHOC CCUCHUC,
B — TPAaHCTAJIaMHNYCCKOC CCYCHHUC, I' — TPAHCMO3KCUKOBOC CCUCHUC

Pucynok 1. — KopoHapHble ceyeHHUs1 TOJOBKH IJI0a

Tpancgponmanvnoe ceuenue. OLEHNUBAIOTCS CPEAUMHHAS MEXKIIONyIIapHas LIEIb
(HEeTIpEepbIBHOCTh MEXIOJYIIAPHON IIENH), MEpelHrue pora OOKOBBIX KEIYIOYKOB C
Ka)KJ0M CTOPOHBI, pelieTyarasi KOCTh, IJIa3HULbL.

Tpanckayoanvhoe ceuenue. OUEHUBAIOTCSA IOJIOCTh MPO3PAYHON MEPErOPOIKU
(aHPXOTEHHAs TPEYroJbHAsI CTPYKTYpa IO/ MO30JIMCTHIM TEJIOM), OOKOBBIC JKEITYI0YKH,
KOpa TOJIOBHOT'O MO3ra (CHIBBHEBBI OOPO3/IbI).

Tpancmanamuueckuti cpe3. OueHUBaeTCsl 001acTh TajaMyca, TPETHI JKeTy104YeK
C MEXKEITYJOUYKOBBIM OTBEPCTUEM, MPEIABEPHUS 3aJHUX POTOB OOKOBBIX KEITYJOUYKOB C
COCYIUCTBIMH CIUIETEHUSMH; Y OCHOBAHUS Yepera 1o CpeIHEN JTMHUU BU3YaJIU3UPYETCs
Oa3asibHas LUCTEpHA, COJEpJKallas COCyJbl BWUIM3UMEBA Kpyra M ONTHYECKUN
NIEPEKPECT.

Tpancmosoceukogoe ceuenue. 1103BoNSAET MPOAHATU3UPOBATh 3aTBUIOYHBIE pOra
OOKOBBIX KEJIYJ0YKOB, MEKIIONYIIAPHYIO IIeNb, MOJYIIapUsi MO3KEUKa U YepBs
MO3XKEUKa.

CarurrajbHble IVIOCKOCTH:

A— CpCAHCCAIrUTTAJIIbHOC CCUCHUC, b— napacaruTrajibHOC CCYCHUC

PI/ICYHOK 2. — CarurrajJbHble ceUYeHHUs I0J0BKH nJjaoaa



[Ipu uccnenoBaHUU TOJOBHOTO MO3Ta BBIBOASITCS TPHU CAarUTTalIbHBIX CEUYEHUS:
CpellHe- U JIBa MapacaruTTAIbHBIX C KAXI0W U3 CTOPOH.

Ha cpeonecacummanvhom cpeze BU3yaIM3UPYeTCS MO30JUCTOE TENO, TPHU
KHCTO3HBIX 00pa30BaHUsl XapaKTEPHBIX AJisi HOPMaJbHOW aHATOMHUHU T'OJIOBHOTO MO3ra
(moJocTh MPO3pauHOM MMEepPEeropojKd, IMOJOCTh Bepre, MmoiocTh MPOMEKYTOUHOTO
napyca), CTBOJ MO3ra, MOCT MO3ra, Ye€pBb MO3IKEUKA W 3aJHIS yepernHas sMKa.
JlonmiiepoBckoe KapTUPOBAHUE IO3BOJIAET BU3YAIU3UPOBATh KPOBOTOK IO MeperHen
MO3TOBOM apTepuH, MEPUKAIIE3HON apTepun, BeHy [ 'aneHa (BKkitoyasi aHeBpU3MY BEHBI
I"aneHa).

llapacacummanvhuwiii cpe3. Vcnonb3yeTcss s OLEHKHM  BEPTUKAIBHOTO BHUJA
OOKOBOTO JKENyJ0UKa, €r0 COCYJAUCTOTO CIUICTCHHS, IEPUBCHTPUKYJISIPHBIX TKAaHEU U
KOPBI MO3ra ¢ 00€UX CTOPOH.

[Ipy mOMO3peHMH TOPOKOB TOJIOBHOTO MO3ra KHCTO3HbIE OOpa3oBaHUSA
OLICHUBAIOTCA:

- LIEJIOCTHOCTh KOHTYpa FOJIOBKH, 3XOT€HHOCTh KOCTHBIX CTPYKTYD;

- CHMMETPUYHOCTH MOJTYIIApUi OOJIBIIOT0 MO3Ta U MO3KEUKA,;

- pa3Mephl TOJIOBKH, JKEIYAOUYKOB, MOJYIIApUil MO3KEUKa, COOTBETCTBHE HX
CPOKY IeCTaluu;

- HATMYUE/OTCYTCTBUE TOJOCTU TMPO3PAYHOU  TEPErOopOJIKH, IEIOCTHOCTh
CpeIHEN JIMHUU, CMEILIEHHE CPEIMHHBIX CTPYKTYpP MO3ra;

- opMupoBaHUE MO3TOBBIX U3BWIMH 1-TO MOpsaka (CUIIbBUEBBI O0PO3/bI) ¢ 21—
22 Heleab TecTaluu;

- HAJIMYKE aH/U30/TUTIOAXOTeHHBIX 00pa30BaHU B MOJIOCTH YEpena;

- KPOBOTOK IO MaruCTpaJibHbIM COCYJIaM.

Bo Il u Il TpumecTpax BO3MOXHO BBISIBJIEHUE CIEIYIOUIMX AHIXOT€HHBIX
(kucTo3HbIX) oOpa3zoBaHuil rojoBHOro mosra: I'TID, anomanuu 3YS, nokazaHHble B
TabMIax 1-3, mu3sHIedanus, nopaHuedanus, MYJIbTUKUCTO3HOE

(mocTHH(DEKITMOHHBIS/TIOCTTEMOPPArMYECKHE) MOpPaKEHUE U JAHUCIUIA3HMsl  CTPYKTYP
TOJIOBHOTO  MoO3ra:  MuKponedanus, Meraji/reMuMeramdHiedanus, AUCIUIa3Us
mo3zosuctoro tena (MT), nmuccanniedanus/ mToTMMUKPOTUPUsT/ TTAXUTUPUSL.

Jlucnnasus KOpbl TOJIOBHOTO MO3ra

- MUKpotedairs (OKpYKHOCTb TOJIOBKM MEHee 3 p.C. OTHOCUTEIBHO CPEIHHUX
nokazartesei Jisl TaHHOTO CpoKa OCpEeMEHHOCTH); OlleHKa Bo3MokHa co |l Tpumectpa
OEpEeMEHHOCTH;

- TuccrHIEedanus/ Maxurupus/IoOTUMUKPOTUpUa  (OTCYTCTBHE  BH3yalld3alluu
CUJILBUEBON O0Opo3abl (B 22—23 Hemenud TecTalluM); B JaJIbHEHIIIEM YCTaHOBJICHHUE
aHoMaJIbHOTO (hopMHpOBaHus 60po3x 2—3 nopsiaka) ycraHaBnuBaerca B |11 tpumectpe
OEpEeMEHHOCTH;

- Merajouedanus/remumeramsauedanuss  peanmusyercs ¢ |l Tpumectpa
OCpEeMEHHOCTH;

- HATMYME KOPKOBBIX TyOEpOB TIpH TYOEpPO3HOM CKJIEPO3€ peaTu3yeTcsi C
Il TpumecTpa GepeMeHHOCTH;

- BTOPUYHOE TIOpaXE€HHE KOphl TOJOBHOIO MO3ra TMpH rujapouedanruu
(OKpY>KHOCTH T'OJIOBKU OoJiee 95 p.c. OTHOCUTENBHO CPEHUX MOKa3aTeseil A JaHHOTO
CpoKka 6epeMeHHOCTH) MOXKET OlleHuBaThCcs co |l TpumecTpa GepeMeHHOCTH;



- areresus/aucrenesuss MT ycranaBnuBaetcs npu Y3U B cpokax ¢ 19 Henenb
recTallid IO KOCBEHHBIM IpU3HAaKaM (IIMPOKO PACCTABIICHHBIE, «KaIlJIEBUIHBIC)
OOKOBBIE KEITYJA0UYKU C 3a0CTPEHHBIMU NIEPETHUMU POTraMu, OTCYTCTBUE BU3yaIU3alUU

MOJIOCTU TPO3PAUYHON TEPErOPOJIKH,

aHOMaJIbHbIN KpPOBOTOK IIO HCpHK&HJ’IGBHOﬁ

aptepun). [lepeuens Hanbosee 4acThiXx CUHAPOMOB, BKiItoyaronux AMT, npencraBinen

B Ta0muile 4.

Tabnuna 4. — ['eHeTnyecKkue CUHAPOMBI C areHe3Uel/ TMCTeHe3ne MO30JIUCTOrO TeNa,
COIYTCTBYIOLIME IOPOKH pa3BUTHUS, BBIABIIEMbIE MPEHATAIBHO,
VICCJIEOBAHMsI, HEOOXOIMMBIE [UIsl YCTAHOBJICHUS IHAarHo3a

JAUArHOCTHYCCKUC

3abosieBanne

ComnyTCTByIOIIME AaHOMAJUU, BBISBIISIEMbIC
IIPEHATAIBHO

Jnarnocru-yeckue
VCCJIEIOBAHMS

XPpOMOCOMHBIE CUHAPOMBI

Tpucomus 13

Pacmenuna ry0sr, a1 DATOETE,
MOJIMJAKTHIINS, AaHOMAJIUH TMOYEK

Kapuorum mnona

Tpucomus 18

[IpenatanspHas runomiasus, BIIC, crona-
KaJaJjika

Kapuorum nmnona

Tpunnonaus

HOJII/IFI/II[poaMHI/IOH, THUITOINJIa3uA IIJIaIICHTHI

Kapuorun nnona

4p16.3 neneuus

3anepxka pocra I1o/a, MUKpouehaus,
pacienuHa ryosr/Heda

KapuoTun minoga
B COUYETAHUU

c FISH

6pter-6p24 (Bki1.6p25) nenemnus

I'maponedanus, anomanus Jenaun—Y okepa

Kapuorum mnona
B COYETaHUH
¢ FISH/IHK

692 neneuus

[Tomumukporupus, ruapouedamus,
AHOMAJIUU MO3KEUKa

Kapuorun nnona
B COUYETAHUU

c FISH

13q932.2-933.1 nenenus

["ononpo3aHuedanus, aHoManuu MO3XKeuka

Kapuorum mnonxa
B COYCTAHUU
¢ FISH/ITHK

17p13.3 nenenus

Jluccanuedanus, Mmukpouedanms,
MUKPOTHATHS

Kapuorum mnonxa
B COYECTAHUU
¢ FISH/IHK

21022.3 nenenus

Muxkpornedanusi, maxurupus,
MOJIMMUKPOTUPHS

Kapunorun nnona
B COYETaHUH

¢ FISH/IHK

21q911.2 nenerus

CpenunHas pacmienuna ryoesr/ne6a, BIIC

Kapuorum mnona
B COYECTAHUU
c FISH

I[pyrne YaCTUYHBIC MOHO-,

BapuabenbHbl

Kapuortun mnona

1 mansna Ha xuctax, BIIC, I'TID

TPUCOMHHU B COUYCTaHHUH
¢ FISH/IHK
MOHOT€HHBIE CUHAPOMBI
AKpOKaJUIe3HBIH CHHIIPOM Ok3sH1eDanus, Tuaponedanus MonexysipHo-
TeHETHYECKOe
Cunapom Grote OKTpOJaKTHIIUS, atuta3us 6ombiedepoBoil | MonekynspHo-
koctH, BIIC, I'TID TE€HETHYECKOE
Cunnpowm Steinfeld CpenuHHas paciienuHa ryobl, aHOMaIHu MornekynspHo-
MOYEK, KOPOTKHUE KOHEYHOCTH, OTCYTCTBHE | T€HETUYECKOE




[Tponomkenne TabIHIbI

Cunapowm [lanucrepa—Xomna ["'amapToma roJiloBHOro MO3ra, aHOMaJIuK1 MonekynsapHo-
MOYEK, MOJUJAKTUIIHUSA, TEHETUYECKOE
HernepdopupoBanHbii anyc, ['TID
Cungpom Mexkkens—I pyOepa DHuedanoriene, MOJIUIAKTUAIHS, MonekysapHo-
HOJIUKUCTO3 ouek, [ TID T€HETHYECKOE
Cunapom Opitz—Kaveggia 'unponedanus, reTepoTOnus CEPOTro MounekynsipHo-
BElIeCTBa TeHETUYECKOe
Cunapom Mowat-—Wilson Muxkpouedanus MounekynsipHo-
TeHETUYECKOe
Cunnpom Apert bpaxunedanus, KpaHHOCHHOCTO3, MonekynsapHo-
CUHIAKTWINSA TeHETUYECKOe
Cunapom nuccanuedanu Muxkpouedanusi, mucconuedanus MonekynsipHo-
(X-cuemiennas, 2, 3, 4 Tunbl) TeHETHUYECKOE
CuHIpOM NOTUMHUKPOTUPUN [Tonumukporupus MonekynsipHo-
(acuMMeTpUYHAS/ CHMMETPHY- TEeHETUYECKOE
Has)
CunapomanbHas ["amaproma runoranamyca, BIIC MonekynsapHo-
MUKpPOQTAIbMUS TeHETUYECKOE
Jlecmockiepos BenTpukynomeranus/ruaponedanis MonexyispHo-
TeHETUYECKOe
[TonTouepebemsipHas Muxkpouedanusi, runomiazus MonexyispHo-
runorviasus 9 Tun TeHETUYECKOe
Cunnpom Vici Pacmienuna ryos1/He6a MonexysipHo-
TeHETUYECKOe
Buewnue ¢paxmopul
CaxapHblil tuabet y Matepu I'unpouedanus, runomniaa3us KPeCTIOBOTO | AHaMHE3
OT/IeJ1a TTO3BOHOYHHMKA U HUKHUX
koHeuHocteil, BIIC, mopoku MIIC
AnKOrosibHas 3aBUCUMOCTbD Y Muxponedanus, ['TID, AHamHe3
Matepu Bo Bpems 6epemennoctu | BIIC (AMXII, IMIIII),
PI'/H
[Tpuem Matepbio canuiuiatoB, | BapuaGenbHbl, HecrieuUIHBI AHamHe3

PETHUHOEBOM KHUCIIOTHI,

AHTUKOHBYJIbCAHTOB

B | Tpumectpe GepemennocTu

[{uromeranoBupycHas Muxkpouedanusi, MUKpOTHpUS, Anamues, UOA
UHQEKIUS BO BpeMs ruzpouedanus, nopsHuedamus,

OepeMeHHOCTH MUKpOQTanbM, KaTapakTa, Kuctel [IKK,

JICTKHX, ITOYCK

Toxkcomiazmo3 Bo Bpems
OepeMeHHOCTH

Muxkpouedanusi, MUKpOTHpUS,
ruzpouedanus, nopsHuedamus,
MUKpPOQTAIbM

Anamues, MDA

Kpacnyxa Bo Bpems
OEpeMEHHOCTH

ITpenaranpHas runomiasus, BIIC,
MUKpO(TaIbM, KaTapaKTa, aHOMaJIUU
MIOJIYKPY’KHBIX KaHAJIOB

Anamnes, UDOA




[Ipu BbIIBAECHUM Y3-MapKepoOB aHOMAaJIMil TOJOBHOTO MO3Ta IPOBOJUTC
pacIIMpEHHOE MYJBTUINIOCKOCTHOE MCCIEAOBAHHUE IUIOAA C MCIOJIB30BAHUEM pPEXKHMA
LIBETOBOT'O JOMILIEPOBCKOTO KapTUPOBAHUS, SHEPTETHUECKOTO JTOMIIIIEPOMETPUIECKOTO
UCCJIeIOBAHUSI, TPEXMEPHOM dXorpadum.

[Ipu BBISIBJICHUMM TOPOKOB TOJIOBHOIO MO3ra, KHCTO3HBIX OOpa3oBaHUM
Y JUCIUIA3UM CTPYKTYp TOJIOBHOTO MO3ra BBINOJHIETCS IHUATHOCTHUYECKUN TTOUCK
COIYTCTBYIOLIMX ITOPOKOB Pa3BUTHSI.

AJITOPUTM MEIUKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUS KEHIIWH, TIAHAPYIOIINX
OepeMEHHOCTh W HMeoUmMX Jnered c¢ aucmnazueit crpykryp IHC, a  Ttakxe
TEHETUYECKOT0 OOCNEIOBaHUS MPU BBISBICHUN KHUCTO3HOTO OOpa3oBaHUsl TOJOBHOIO
MO3ra y IUIOJIA, PEICTABIICH B MIPUJIOKEHHM.

3. Topsiaoxk BeimogaHeHuss MPT jaias npeHaTaJbHOW JAUATHOCTHKHU
KHCTO3HBIX 00Pa30BaHUIl U/WJIM JUCILVIA3MH CTPYKTYP MO3ra y Imjioaa

Memoouka MPT

MPT romoBHOro Mmo3ra Iioga BO3MOXHa c 19 Hexgenr OepeMEHHOCTH
C MCTOJIb30BaHUEM MporpaMm st peraabHoit MPT.

Jns MPT ronoBHoro mosra mioAa HCIOJb3YIOTCS MAarHUTHO-PE30HAHCHBIN
Tomorpad c HCIOJIb30BaHUEM CTaHIapTHBIX «OBICTPBIX» CIIMHAXO
nocinenoBatenbHocTel (Fast Spin Echo wmm FSE). [ns ynydmienus kadecTBa
M300paKEHUSI UCCJICIOBAHUE BBITIONHACTCS Ha (POHE 3aJEP>KKHU KEHIIMHOW JbIXaHUS
NpUOIM3UTENIBHO Ha 15 ¢, 4TO JaeT BO3MOXKHOCTh MOJYYUTh H300pakeHus 0e3
apTeakToB, CBS3aHHBIX C JBIKEHUSIMH IUIoja. MccrnenoBanue y OepeMeHHON
MPOBOAUTCS B MOJIOKEHUU HA CIIMHE WU JIEBOM OOKY (B MarHUTe€ HOTraMu BHEpen s
MUHHUMH3ALUHU KJIaycTpodhoOnn) U 3aHUMAET B cpeiHeM OT 15 1o 20 MuH.

N300pakeHre TOJIOBHOIO MO3ra HEOOXOJUMO MOJYy4YUTh B 3-X B3aUMHO
MEPIEHINKYJIIPHBIX TUIOCKOCTAX: aKCUAJIbHOM, KOPOHAPHOW M CATUTTAJIBHOM.

IIpu uccnenoBanum I[IHC mmopa, mpoBoas aHAIW3 TOMOIPAMM, OLIEHHBAETCA
dbopma depena, OKpyKarolue TKaHH, CHMMETPHYHOCTh, ()OopMa M CTPOCHHUE OOJIBIIIOTO
MO3ra M MO3Keuka, auddepeHnnpoBKa ceporo W 0OeJoro BemecTBa MO3Ta,
KEITYJIOUKOBasi CHCTEMa, CyO0apaxHOUAAIbHOE MPOCTPAHCTBO, KOPTUKAIBHBIA CIIOU
(60po371bI M W3BWJIMHBI), HAJIMYHUE/OTCYTCTBHE MO30OJMCTOIO TEJa, IMaTOJOTHYCCKHE
oOpa3oBaHUs, a TaKXkKe IIEHHBIN, TPYJHONM M TOSCHUYHBIA OTAETHI MO3BOHOYHHKA,
IIMpUHA  TIO03BOHOYHOTO  KaHajla, COCTOSHME COUHHOro  Mo3ra. HaumGonee
WH()OPMATUBHBIMU SBJISIIOTCS] CEPUU CAarUTTANBHBIX U aKCUATIbHBIX MPOCKITUH.

Ilokazanusa k MPT romoBHOro Mo3ra miojaa

- lledano/mMeHuHro/mMuenonene;

- BeHTpuKyjgomeranus (Oonee 12 mMm, Oonee 95 p.c. OTHOCUTEIBHO CPEIHUX
noKa3zaTeJiel Ui JaHHOTO CPOKa OEPEMEHHOCTH);

- aHOMaJuu pa3BUTHUs cpeauHHbIX CcTpyktyp (MT, monoctu mnpo3padyHoi
MIEPETOPOJIKK) U 3a/IHEN YepenmHo sMKH ([{enau—Y okep mopok/Bapuanr);

- MalTb(hopMaIuu KOpsl TOJIOBHOTO MO3Ta;

- MaTOJIOTHYECKHME O0pa30BaHUsI TOJOBHOTO MoO3ra (apaxHOWJAIBHBIE KHCTHI
(AK); nmopanuedannueckiue KMCThI, aHeBpU3Ma BeHbI [ anieHa, 00beMHbBIE 00pa30BaHMs);

- HIIIEMUYECKHUE U TEMOPPArHYECKUE TOPAKECHUS MO3Ta;



- MHOXXECTBEHHBIE Pa0IOMHUOMBI cepra (B CBSI3U ¢ BBICOKUM PUCKOM TIOPAKEHUS
TOJIOBHOT'O MO3Ta MPH TYOEPO3HOM CKJIEPO3e).

4. InddepeHnuabHasi TUATHOCTUKA KHCTO3HBIX 00pa30BaHUiIl T0JIOBHOIO
MO03ra

Kucmosnoe (ansxoeennoe) oopazosanue cpeoueti iuHuu

[Ipy HapymieHnH BU3yalu3alyuyd HENPEPBIBHOCTH CPEAHEN JIMHUU MOJIyIIApUN U
HAJIMYUKU aHAXOTC€HHOTOo 00pa3oBaHMs B JAaHHOW OOJACTH MPOBOJAT AMATHOCTUYECKUU
MOMCK CPEeAW  CIEAYIOIIUX  HO30JOTHM:  CpeauHHO-0azaidbHble  KHCTHI, AK
(cympa-/uatpacemsipasie  AK, AK mnwcTepHBl 4YeTBEpOXOIMUS, OXBATHIBAIOIICH
nuctepHbl, AK MOCTO-MO3KEUYKOBOTO yTiia), OTKphITash MOJIOCTh Bepre u monoctsb
IIPOMEXYTOYHOI'O mapyca, NOATIHYTHIM KBepxy III ikemymoduek mnpu areHesnu
MO30JIMCTOrO T€JIa, aHEBpU3Ma BEHHI [ aneHa.

AK BpoxaeHHBIE JOOpPOKAYeCTBEHHbIE — BHYTPUUEPEINHbIE OOBEMHBIC
oOpa3oBaHUs, KOTOpPHIE BO3HHUKAIOT B TPOIECCE BHYTPUYTPOOHOTO pa3BUTHUS B
pe3ynbTaTe paclieryieHus apaxHoujaibHou o0osnouku. CteHku AK  BbICTIaHBI
KJIETKaMH MayTUHHOW 000J0YKH MO3ra, CIOCOOHBIMU K aKTUBHOM JTUKBOPOIPOIYKITUH.
AK He cooOmarwTcs ¢ KEIyJO4YKOBOM CHCTEMOW, HX COACPKUMOE —
nepedbpocnuHaibHas KUAKOCTh. [Ipu HebosbIIOM 00beMe MOpaxKeHUst U OTCYTCTBUU
COITYTCTBYIOIIUX MTOPOKOB MPOTHO3 OJIATONPHUSTHBIN.

[Tonocte Bepre (IIB) mnpencraBieHa B  BHAE  OTACIBHONM  IOJIOCTH,
PACIIOJIOKEHHOW K3aJM OT TOJIOCTM NpOo3payHOM mneperopoiaku. ['panmnamu [1B
ABJISIFOTCS CIIEpEM CTPYKTYpbl Tena cBoaa, cBepxy — MT, czagm — Bamuk MT,
CHU3Y — KOMHCCYpa TMIIIOKaMmna. B KOpOHapHOM CE€YEHUH IMOJOCTh UMEET NMPUMEPHO
TpeyroiapHyto Gopmy ¢ MT B ocHoBanuu. He sBiseTcs nNaTOJIOTHYECKUM
o0pa3oBaHKEM; IPOTHO3 MPH BBISIBJICHUN OJ1arONpUsTHBIN.

[TonocTe MPOMEXKYTOUHOrO mapyca — 3TO MOJOCTh MEXKAY CKIAIKAMHU JBYX
JUCTKOB MSTKOM MO3TOBOM OOOJOYKM B KpBIIIE TPETHEro JKEIyJAo4Yka MO3ra
TpEeyroJibHOW (hOpPMBI C BEPIIMHOM, OOpaiieHHON Krepeau. ['paHuiiamu ee sSBISIOTCS:
criepe — MEXOKETYJJOUKOBOE OTBEPCTHE (TPETHl >KeNMyI0ueK), CBEpXy — CTOJIOBI
cBoga u Bauk MT, cHU3y — BHYTpeHHUE IiepeOpaibHble BEHBI U KpBIIIa CPETHETO
Mo3ra, cOOKy — CcTOnObl cBoja W Tajmamyc. He sBisieTcss mNaTOJIOrHYECKUM
oOpa30oBaHUEM; MPOTHO3 MPH BHISBIEHUN OJIATOTPUSTHBIN.

Kucmosuwie obpazosanus nonywapuii mozea

HuddepeHuupyoT  ciaeayronme  aHOMaluu:  mopdaHuedanus  (BKIOYas
NOCTT€eMOPPAruYEeCcKyto, MOCTUH(EKIIMOHHYI0), mu3dHUuedanus, AK OokoBoil 1menu
MO3ra, KOHBEKCUTAJIbHOM TOBEPXHOCTH MO3ra U napacarurtajibieie AK.

[u3sH1edanss — aHOMalus TOJOBHOTO MO3Ta, CBA3aHHAs ¢ (OPMUPOBAHUEM
pacuieNiMHbl  TOJIOBHOTO ~ MO3ra,  OOKOBBbIE  JKEJIYAOYKM  COOOIIAIOTCS €
cy0apaxHOUJaIbHBIM MPOCTPAHCTBOM. OCHOBHBIM Y 3-KpUTEpPHEM MOPOKa SIBISETCS
pacIieNiiHa BeEIIecTBa MO3ra, UCXOAAIIas U3 OOKOBOTO KEITyJ0YKa W JOXOJSIIAs 10
KOpBI TOJOBHOTO Mo3ra. JledhekT MOKeT OBITh KaK OJHO-, TaK W ABYCTOPOHHUM. [Ipu
UCIIOJB30BAaHUM PEKHMMa IIBETOBOTO JOIUIEPOBCKOTO KAPTUPOBAHMS  BBISIBISETCS
Pa30MKHYTBIN BUJUIU3UEB KPYT; MPOTHO3 HEOIArOMPHUSITHBIMN.

[Topaanepanmst  —  aHAXOTeHHBbIE  OOpa30BaHHS  TOJOBHOI'O  MO3Ta
(eIMHUYHBIE/MHOKECTBEHHBIE), CBA3AHHBIE C JKEIYJTOUYKOBON CHUCTEMOMN MPH MCTUHHOM



nopaHiedanuu. OcHOBaHUE My3bIPsl AOXOJUT A0 MOBEPXHOCTU OOJBIINX IMONyIIapUi.
W3BUNIMHBI MO3ra, OKpPYKaloIIHUE MOJIO0CTh, HAMPABISIOTCS K HEW paguaibHO; MPOTHO3
HEOJIaronpUsITHBIN.

[MceBmonopanuiedanus (noxHas mopaIHIedanus), cHOpMUPOBABIIAICS TOCIE
MEPEHECEHHBIX BOCMAIUTENBHBIX, TPABMATUYECKUX U JIPYTUX 3a00JI€BaHUN B KHUCTHI,
0e3 cOoOOIIEHUs C KEeTYTOUKOBOM cucTeMoil Mo3ra. [Iporao3 COMHUTENbHBIN, 3aBUCUT
OT IJIOIIAY TTOPaXKEHUsI U 00JIaCTU MO3ra, BOBJIIEYEHHOTO B MATOJIOTMUECKHIT MPOIIECC.

NEPEYEHb BO3MOXHBIX OCJIO)KHEHUH WJIH OHNIMBOK IIPH
BBIIIOJIHEHUU U ITYTHU UX YCTPAHEHUSA

Pa3paOoTaHHplii anrOpuUTM MpPEHATaIbHOW JUArHOCTUKM IPU  KUCTO3HBIX
00pa30BaHMSIX M AMCIUIA3UM CTPYKTYP TOJOBHOTO MO3Ta Yy TUIOAOB K OCJIOXHEHHSIM
HE IPUBOJIUT.



[Tpunoxxenue

AJITOPUTM MeIUKO-TeHETUYECKOIr0 KOHCYJIbTHPOBAHUS IIAHUPYIONIUX OepPeMEHHOCTD KEeHIIIUH, MMEIONIUX JIeTel
¢ IMCILIa3ueil CTPYKTYP rOJI0BHOIO MO3ra
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